OHKOoremartonormna

B pe3ynbrate nepeHoca 4YacT OfHOWN XPOMOCOMbI
Ha APYrylo MOXeT NPOUCXoanTb CanaHre GparMeHToB C
06pa3oBaHNEM XMMepPHOro reHa. [eH TpaHcKpunbupyetca
c obpazoBaHnem MPHK, c KoTopoit TpaHcnupyeTca aHo-
ManbHbIi 6ENOK C N3MEHEHHBIMM CBOMCTBAMU — XUMeEpP-

Tpaucnoxaqvm, BCTpeyawouwnecsa y 60/IbHDbIX C NeilKo3amu

OJU1/ALL

MonekynapHas
OHKOAMArHOCTUKA

HbI NpoAYyKT TpaHcnokauum (XMT). HekoTopble xpomo-
COMHble TpaHCIOKaUMmn ABNAITCA cneynduyHbIMU Ana
Nelko30B onpefenéHHOro T1Ma 1 acCoummpyTca ¢ Ton
WIN WHOWM CTeMeHbl arpeccMBHOCTU OMyXOnu 1 OTBe-
Ta Ha xMmuoTepanuio. B Tabnuue npueeneHbl Nprmepbl
TPaHCIOKaLWii, KOTOpble BCTPEYaloTCA Y BOMbHbIX C He-
KOTOPbIMU TUMAMW NENKO30B.

OMJI/AML XMJ1/CML

BCR-ABL, t(9;22) («dpunapenb- 25-30% B3pOCsbIX NALMEHTOB,
duiickas» xpomocoma) 2-5% peTeit; NNOXOWM NPOrHo3

Pepnko >95% naumeHToB

XMT BCR-ABL:

65% B3pocsbix 1 80% peTent C
m-bcr (e1a2) (6enok p190)

«dunagenberinckor» Xpomo-
comon

OueHb peako
B XpPOHMYecKon dpase

35% B3pOC/IbIX MALMEHTOB C
«dunagenbeuinckor» Xpomo-
comom

M-bcr (b2a2/b3a2) (6enok
p210)

MNopaensouee 60MbLNHCTBO
nauveHToB

TEL-AML1, (12;21)(p13922) 20-25% petewr (B-OJ1),
B3POC/Ible — OUEHb PEfKO;

XOpOLNii MPOrHO3

He BbiABnaetca y getein

AML1-ETO, t(8;21)(q22q22)

2-12% 60NbHbIX;
61aronpuATHBIN NPOrHo3

CBFB-MYH11, inv(16)(p13q22)
XM nHeepcunn:

1-5% 60nbHbIX;
6naronpuATHBIN NPOrHo3

Tmn A

>85% naumeHToB C
inv(16)(p13q22)

Tn D

~5% MaymneHToB C
inv(16)(p13922)

Tmn E

~5% naumneHToB C
inv(16)(p13q22)

npouue (~7 TUNoB)

~5% naymeHToB C
inv(16)(p13922)

Cokpatuerua: OJUI/ALL — ocTpbiit numdobnacTHbl neikos/acute lymphoblastic leukaemia, OMJT/AML - ocTpblii Menoneinkos/acute
myeloid leukaemia, XMJ1/CML — xpoHnyeckuit muenoneiikos/chronic myeloid leukaemia
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Cm. paspen
«[poToyHas
LTOMETPUAY,
cTp. 485,498
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M3meHeHne konuyectBa konum MPHK xumepHoro
npoaykTa ABNAeTcA nokasatenem 3pdeKTUBHOCTM ne-
YeHVA, a TakkKe MOXeT ObITb He3aBUCKMMbIM MPOrHOC-
TMyecknm pakTopom. MoKasaHo, YTO paHHU OTBET Ha
Tepanuio, BblpaXKeHHbI B OTHOCUTENbHOM KONUuyecTBe
6nacTHbIX Knetok unu KAHK (MUHMManbHaa octaTouHas
6one3Hb, MOB), no3sonseT andpdepeHUMpoBaTb naym-
€HTOB Ha rpynmnbl pYcka No BO3MOXKHOCTW peuramnBa 1
Mo MHTEHCMBHOCTU Tepanuu. Knaccnyeckne mopdorno-
rmyeckne ” UUTOreHeTMYecKkre MeTofbl He obnapgaroTt
[OCTaTOYHOW UYBCTBUTENIbHOCTbIO, B CBA3W C YeM AnA
onpegeneHna MOB ucnonb3yloTca coBpeMeHHble Tex-
HOMOrMN — UMMYHODEHOTUMMPOBAHNE METOAOM MyJlb-
TUNapaMeTpUUeCcKon NPOTOUHON LUTOGIyopUMETPUN” 1
pasnunyHble BapuaHTbl KONMYECTBEHHON NoanMMepasHom
LienHol peakuuy, B YaCTHOCTM OBpaTHOTPaHCKpUNTas-
How (OT-TLUP). CpaBHUTENbHbIE XapaKTEPUCTUKN HEKOTO-
pbIX METOAVK NpUBEAEHbI B TabnuLe.

B pamkax nporpammbl «<EBpona npoTrB paka» 6bina
CTaHAapTM30BaHa npoueaypa KOMMYECTBEHHOrO aHa-
NN3a XMMEPHbIX FeHOB, AETeKTMPYeMbIX MpU JeKo3ax,
metogom OT-TLP. BbipaboTaHHble pekomeHZauun Wnc-
Nnonb3ylTcA KoMmMaHuen Ipsogen npu npou3BOACTBE
TecT-cuctem u ctaHgaptos FusionQuant.

Jlosywka
Gnyopogpop (TAMRA)
(FAM) — * &
3010
5-npaiime,
P 2 ®pazmerm 2enall
3!
= ¥
3
3 . 5’

Opazmenm zeHa ll \ 3= npatimep

B KauecTBe nccnegyemoro matepuvana Ucnonb3yerca
KOCTHbI MO3T 1nn nepudepunyeckas Kposb. B nocnea-
HeMm cJlyyae ynpoliaeTca 3ajaya MHOroOKpaTHoro otbopa
npo6 npw AAUTenbHOM MOHUTOPUHTe. [ocne BblaeneHus
TotanbHon PHK nposoaat OT-TMLP ¢ nonyyeHuem nep-
Bol uenu kAHK, koTopyto 3aTem amnanduumupyoT ¢ ae-
TeKumMel cMrHana B peanbHoM BpemeHu. CneyndunyHocTb

meTogonorun Tagman obecneyrBaeTcs, BO-MEPBbIX,
npanmepamu, OrpaHMYMBaOWVIMA XUMEPHbIN Y4YacToK
[HK; BO-BTOPbIX, MEYEHBIM 30HAOM KOMMIEMEHTaPHbIM
nocneposatenbHoctn [IHK, pacnonoxeHHon B npegenax
aMMnKoHa.

Konnuectso Konui nccnegyemoro reHa onpegensaioT
Mo KannbpoBOYHON KPMBOW, MOCTPOEHHOW MPU MOMOLLA
npepnaraembix crtaHgapToB ObloxkHKBaHT, npepctas-
nAWmx cobol xumepHble nocnegosatenbHoctn JHK,
BBeEHHble B COCTaB Mia3Mug, KOIM4YecTBO KOMUIM KOTO-
pbIX 13BeCTHO. OfHOBPEMEHHO aHaNoOMM4yHbIM 06pa3om
aHanM3UPYT SHAOFEHHbIN reH-KannbpaTop, OTHOCU-
TeNbHO KOTOPOro HOPMAsM3YIOT BENNYMHbI, MONYyYEHHbIe
ANA nccnegyemoro rexa. Npu 3Tom KOHeYHbI pesynbTtat
He 3aBMCUT OT BapuaLuuii Konuyectsa NMMeoLnTOB B MC-
cnegyemom obpaste.

CrabunbHocTb cTaHaapToB MbloxkHKBaHT no3sonser
MNCMNONb30BaTb UX ANA CPaBHEHWNA Pe3ybTaToB, MOMyYeH-
HbIX B pa3HOE BpeMsi 1 B pa3HbIx labopaTopusix.

TecT-cncTtembl COBMECTVMbI C Pa3fiMyHbIMKA MoZena-
MK amnnuoukatopos ana MUP B peanbHOM BpemeHM.
PactBopbl, BxogALMe B COCTaB TECT-CUCTEM, FOTOBbI K UC-
nosb3oBaHuio. B coctaB Habopa BxoaAT:

e [lpobupkKa ¢ NpaiMmepamun 1 30HAOM, crneyrdUYHbIMK
K XVMEPHOMY reHy

* [lpobupkKa c NnpaiMepamm 1 30HAOM, cneLndUYHbIMA
K reHy-kanubpatopy

e Habop cTaHAAPTOB XMMEPHOTO reHa (5 KOHLeHTpaLwit)

* Habop cTaHAaPTOB reHa-Kanunoépatopa (3 KoHLEeHTpaLum)

DTOT e MeTof TMOJIOKEH B OCHOBY Habopos
ProfileQuant ans aHanusa 3kcnpeccumn reHoB WT1 un
BAALC. N36bITouHas akcnpeccna WT1 paccmatpuBaeTcs
B KauecTBe o6Lero Mapképa oCTpbIX JIENKO30B U MOXeT
ncnonb3oBatbca ana onpepenexHna MOB.

KnoHanbHble LUTOreHeTUYeCcKne aHoManuu — ofaviH
N3 Hambonee Ba)KHbIX MPOrHOCTUYECKMX (paKTOPOB Mpu
OMIJ1. OgHako 45% B3pocCnbix NaLMeHTOB monoxe 60 net
UMEeIOT HOPMaibHbIN KapuoTun. 3Ta rpynna npomexy-
TOYHOMO PUCKa OKa3blBaeTCA AOCTAaTOYHO reTeporeHHon
C MporHo3amu oT nioxoro Ao 6naronpuatHoro. Cyuiec-
TBYeT HeobXOAUMOCTb B [OMOJHUTENbHbIX MapKepax

CpaBHUTeNbHbIE XapaKTepUCTUKN METOAUK ANA onpeaeneHna MOb

MpoTouyHan
MeTop Mopdonorusa FISH untopnyopumerpus oT-nupP
MpeameTt aHanu3a Knetkn OHK Knetkun MPHK
CpepHee kon-8o aHann-  100-200 100-1000 50 TbiC.-1 MAIH ~T1 MAH
3UpyeMbIX KJIETOK
YyBCTBUTENBHOCTb 5% (~5 onyxoneBbIx Kne-  1-2% 103-10 (1 onyxonesas 104-10¢
TOK Ha 100 HopMmanbHbIX) KneTka Ha 1-10 TbIC. HOpP-
MasbHbIX)
CKopoCTb aHanm3a Huskas Huskan Bbicokas OTHOCKTENbHO BblCOKas
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ansa guddepeHuymauun nporHosa. BAALC n36biTouHO
skcnpeccupyetca npy OMJT n OJU1, npuuém skcnpec-
CUA MPaKTUYECKN He [eTeKTUPYyeTCca Y 3A0POBbIX UK B
XpoHnyeckor paze XMJT n npu xpoHnYeckom numeoLu-
TapHOM nenko3se. Bbicoknin yposeHb skcnpeccun BAALC
— HebnaronprATHbIN MPOrHOCTNYECKUI haKTop.

Annenb-cneuudunyHaa nonykonuyectseHHasa [LIP
B peanbHOM BpeMeHu ucnonb3yetca B Habope JAK2
MutaScreen. MyTtauna G617T npuBOAUT K 3aMeHe BanvHa
Ha peHnnanaHuH (V617F) B monekyne 6enka JAK2 (AHyc
TUPO3UHKIMHA3a 2), YTO BbI3blBAET CYLLECTBEHHYIO aKT/Ba-
L0 UMTOKMHOBBIX CUTHaNbHbIX NyTein. Mnenonponude-
paTuBHble 3aboneBaHuA, TakmMe, Kak UCTUHHaA NOAUL-
Temusa (MMM, 6one3Hb Bakesa-Ocnepa), ngnonatnyeckas
TpombouunTtemua (UT) n ngnonatnyecknin mmenodpunbpos
(M), xapaKkTepur3yoTca XPOHNYECKM Nepenpon3BOAC-
TBOM K/eTOK KPOBU, BbI3BaHHbIM FNepyYyBCTBUTENIBHOC-
TbiO K LIUTOKUHAM, YTO MOXKET NMprBOAUTbL K TPOMOO3aM,
remopparun nnu passutuio AMJ1. MyTtauma JAK2 V617F
ob6HapyxmBaeTca 'y 70-90% 6onbHbix UM, B MeHbLuel cTe-
neHu —y 6onbHbix UT n M.

30HAbl Ha AUKW TUM U MyTaLMI0 MeUYeHbl PasHbIMK
dnyopodopamu (VIC n FAM, cOOTBETCTBEHHO), UTO MO3-
BONAET OLHOBPEMEHHO BbIABNATb HanMume TOro Wn
apyroro annens. B coctaB Habopa BXOAAT NONOXUTENb-
HblA 1 oTpuUaTenbHbIn KoHTponu [HK, a Takxke pede-
peHCHbI MaTepuman, 3afalolnii MOPOroBoe 3HauyeHue,
OTHOCKTENbHO KOTOPOro 1 ONpefensaeTca Hanmume uin
OTCYTCTBME MyTaLN.

Ona aHanusa ncnonb3yetca [HK, BbigeneHHasa He-
nocpeacTBEHHO U3 LeNbHON KpoBW. AHanu3 Ha JAK2
V617F nossondaet auddepeHUMpoBaTb MEPBUYHYIO U
BTOPWYHYIO monuuutemMuio (yBennuyeHne npousBonCTBa
SPUTPOLINTOB), a TaKXKe NEPBUYHDBIV 1 PeaKTUBHbIN TPOM-
6oL MTO3.

ConungHblie onyxonu

Bo MHorux conupgHbix onyxonsx obGHapy»eHo yBe-
NnyeHne konmyectBa konui reHa ERBB2 (HER2/neu),
KoAMpPYIOLEro NoBepxXHOCTHbIN peLenTop CO CBOMCTBa-
MW TUPO3UHKIMHa3bl. AMMndUKauma n/unm ysennyeHve
ypoBHA 3Kcnpeccun HER2 3anyckaeT Kackap CUrHanos,
noby>kaatLmnx Knetky K OGeCKOHTPONIbHOMY [AeneHuto.
lepcenTyH OKa3biBaeT TepaneBTMYecKoe AencTeue Ha 20-
25% 6OMNbHbIX PAKOM MOIOYHOW »Kene3bl. IMeHHO Y HixX
Habniofaetca yBenuueHue Konndectsa HER2. B cBasm ¢
3TUM Pa3yMHO NPOBOANTb AOMONHUTENIbHOE TeCTUPOBaA-
Hve Ha amnnndwmKkaumio HER2 y naumeHTOB C NepBryHO
AVarHOCTVPOBAHHOW OMYXOJ1bi0 MOJTIOYHOM Xene3bl.

Bbicoknin ypoBeHb akcnpeccnn GATA3 (n/vnn ESR1)
accouumpyeTca C XOpOoLWrM MPOrHO30M Ans 60NbHbIX C
TeM e AMarHO30M. Mi3meHeHune ypoBHA 3KCnpeccun re-
HoB ESR1, GATA3, SCUBE2 sBnsaetcsa npusHakom, andde-
pPeHLMPYIOLWMM NOATUMNbI PaKa MOMIOYHOW »Kere3bl.

Habopb! ProfileQuant no3BonsioT KonmnyecTBEHHO
npoaHanM3npoBaTh ypPOBeHb SKCNPEeCCU STUX FeHOB Me-
Togom OT-TLIP B peanbHOM BpemeHu.

UHOOPMALMA ANA 3AKA3A

Ha6opei FusionQuant™ 015 onpedenieHuUs Koiudecmaa Konuti mpaHcKpunmoe XumMepHbiX 2eH08
KaT.Ne OnucaHune

FQPP-01 AML1-ETO, ~25 06pasLoB B fABYX NOCIeA0BATENbHOCTAX

FQPP-02 CBFB-MYH11 A, ~25 06pa3LoB B ABYX NOCE€A0BaTEIbHOCTAX

FQPP-05 PML-RARA bcr1, ~25 06pa3sLoB B ABYX NOC/IEA0BATENIbHOCTAX

FQPP-06 PML-RARA bcr2, ~25 06pa3sLoB B ABYX NOC/IEA0BATENIbHOCTAX

FQPP-07 PML-RARA bcr3, ~25 06pa3sLoB B ABYX NOC/IEA0BATENIbHOCTAX

FQPP-09 BCR-ABL e1a2 mbcr, ~25 06pa3LoB B ABYX MOCNEA0BATENbHOCTAX

FQPP-10 BCR-ABL b3a2 Mbcr, ~25 06pa3sL0B B ABYX NOC/IEA0BATENIbHOCTAX

FQPP-10M BCR-ABL b3a2 Mbcr Mera, ~55 06pa3sLoB B ABYX NOC/IEA0BATENIbHOCTAX

FQPP-11 TEL-AML 1 e4e11, ~25 06pa3LioB B ABYX NOCNe[0BaTENbHOCTAX
Ha6opeli ProfileQuant™ 0ns onpedeneHus Konudecmea Konuli mpaHcKkpunmoes 2eHo8

KaT.Ne OnucaHune
PQPP-01 WT1, 24 o6pasua B fiBYX NOCIeA0BaTENbHOCTAX
PQPP-03 BAALC, ~25 06pa3sLoB B fiBYX MOCNE€A0BATENIbHOCTAX

Ha6opsi MutaScreen™ 0ns demekyuu mymayuu JAK2 V617F

KaT.Ne OnuncaHune

MSPP-01 JAK2, 24 obpasua B ABYX NOCNef0BaTENIbHOCTAX

MSPP-02 JAK2 MuHp, 10 06pasLioB B ABYX MNOCNeA0BaTENbHOCTAX
WWW.BIOCHEMMACK.RU
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CmaHoapmel FusionQuant™ c useecmHbiM KoJlu4ecmeom Konuli 2eHo8
[eHbl, KOOUpytoWUe HopMasbHbil 6enoK

KaTt.Ne OnucaHune

CGRS-01 ABL, 10% 107, 10° Konuia, ~8 p-umi
CGRS-02 B2M, 10°, 10°, 107 konui, ~8 p-Lui
CGRS-03 GUS, 10%, 104, 10° konwuia, ~8 p-Lnii
CGRS-04 TBP, 104, 10%, 10°, ~8 p-uuin
CFGR-29 SRY3

CFGR-30 B-rno6uH

XumepHoble nocriedosamenbHocmu (10, 104 103 107, 10° konudi)

KaT.Ne OnucaHune

FGRS-01 AML1-ETO, ~8 p-uuin

FGRS-02 CBFB-MYH11 A, ~8 p-uui

FGRS-03 CBFB-MYH11 D, ~8 p-uui

FGRS-04 CBFB-MYH11 E, ~8 p-uuni

FGRS-05 PML-RARA bcr1, ~8 p-umnin

FGRS-06 PML-RARA bcr2, ~8 p-uuni

FGRS-07 PML-RARA bcr3, ~8 p-uuni

FGRS-08 E2A-PBX1, ~8 p-uun

FGRS-09 BCR-ABL e1a2 mbcr, ~8 p-unii

FGRS-10 BCR-ABL b3a2 Mbcr, ~8 p-uni

FGRS-11 TEL-AML 1 e4e11, ~8 p-unii

FGRS-12 SIL-TAL, ~8 p-umn

FGRS-13 MLL-AF4 e10e4 = RS411 type, ~8 p-uui
FGRS-14 MLL-AF4 e9e5 = MV411 type, ~8 p-uun
FGRS-15 MLL-AF4 e11e5 = ALL-PO type, ~8 p-uunn
FGRS-16 MLL-AF9 type A, ~8 p-unii

FGRS-17 MLL-AF9 type B, ~8 p-uni

FGRS-18 MLL-AF6, ~8 p-unn

FGRS-19 MLL-DUP, ~8 p-uunn

FGRS-20 MLL-ENL e9e2, ~8 p-unii

FGRS-21 MLL-ENL e10e2, ~8 p-uui1

FGRS-22 MLL-ENL e11e2, ~8 p-uyuit

FGRS-23 MLL-AF9 e8e10, ~8 p-uuii

FGRS-24 MLL-ELL e9e2, ~8 p-unin

FGRS-25 MLL-ELL e8e2, ~8 p-uunit

FGRS-26 MLL-AF1p e10e2, ~8 p-unin

CFGR-27 RARA-PML bcr1-2

CFGR-28 RARA-PML bcr3

lMonoxumesibHele KIeMOYHble KOHMPOJIU MPAHCIoKayuli

Kat.Ne OnucaHne
PCCL-01 BCR-ABL p210
PCCL -02 BCR-ABL p190
CénuodHvle onyxonu

Ha6opel ProfileQuant™ 0515 KonuuyecmaeHHO20 onpedesieHUs MpaHCKpUNMos onyxosedbix MapKepos

KaT.Ne OnucaHune

PQST-01 ESR1, ~50 06pa3uoB B ABYX NoCnef0oBaTeNIbHOCTAX

PQST-02 ERBB2/HER2/neu, ~50 06pa3LoB B ABYX NOCIEA0BaTENbHOCTAX
PQST-03 GATA3, ~50 06pa3LioB B iBYX MOCe[0BaTENIbHOCTAX

PQST-04 SCUBE2, ~50 06pa3LoB B ABYX NOCne0BaTENbHOCTAX
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