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CIIUCOK COKPAILEHUHA

B-OJIJ1 - ocrpeiit anmdobnactusiii neitkos u3 B-kIeTOK-NIIPeALISCTBCHHNKOB

JHK - ne30kcHpnOOHY KJICHHOBas KHC10Ta

KM - kocTHblit Mo31

[1K — nepudepuyeckas Kposb

OJUT - octpbiit 1uMboOaacTHBIH JICHKO3

BCR::ABLI-nojodublit — octpelil aumpodnacThbiii neiiko3 u3 B-kieTok-
NpeAeCTBEHHMKOB, XapaKTePH 3y IOIMICS KpaiiHe HeOIaronpusaTHBIM NPOrHO30M,
OTCYTCTBHEM TPAHCIOKALMH M NPHCYTCTBHEM pPeapaHKMpPOBOK OJIHOIO WM
HECKOJIBKMX MeHOB, ONpe/le/IieMbl B COOTBETCTBHH C JaHHBIM METO0M

FISH — ¢nyopecuentnas rabpuausauns in situ

CRLF2 — ren peuentopa UHTOKHHOB (aur1. cytokine receptor-like factor 2)

JAK2 — ren kunasel (auri. janus Kinase 2)

NTRK3 — ren peuenropa UMTOKHHOB (auri. neurotrophic receptor tyrosine
kinase)

PDGFRB ~ ren peuenropa (paxkropa pocra tpombonmtos Gera (auri. platelet
derived growth factor receptor beta)

ABLI — ren xuuazel (anrin. ABL proto-oncogene 1, non-receptor tyrosine
kinase)

ABL2 — ren kuuasel (aurs. ABL proto-oncogene 2, non-receptor tyrosine
Kinase)

CSFRI — ren peuenropa KoJloHHecTumympyentero gaxropa | (auri. colony
stimulating factor 1 receptor)

EPOR — ren peuenropa spurponoatisa (anri. erythropoietin receptor)

PAXS — ren tpaHckpunuuoHHoro gaxtopa (auri. paired box gene 5)

ZNF384 — ren Genka unnkosoro naibsua 384 (anri. zine finger protein 384)

MEF2D - suxauncepublii pakrop muountos 2D (anri. myocyte enhancer factor
2D)
CREBBP — ren CREB-cBaspiBatoiiero Gesika, ot anri. CREB-binding protein

(58]



A - obo3navenue romydoro duryopoxpoma B popmyiie npu ananuse FISH (aar.
-aqua)

F- canThbiit curnan asyx u 6onee ¢uiyopoxpomos (anr, - fusion)

R — oGosnauenue kpacHoro ¢ayopoxpoma B opmyse npu anaause FISH
(aura. - red)

G — obBoznayenue 3eneHoro ¢Guyopoxpoma B Gopmyne npu ananmse FISH
(anrn. - green)

ITS — uHcyuH-TpaHcheppHH-celcH

SSC — murparHo-conesoii 6ydep (aura. saline-sodium citrate)

DAPI - pacrsop ais OKpauIMBaHUs HYKJIEHHOBLIX KHcaor (anrn. 4'.6-

diamidino-2-phenylindole)



B HacToslel MHCTPYKUMH 110 [PUMEHCHMIO (/1anee — MHCTPYKLNUS)
M3JIOKeH MEeTOJl AMarHOCTHKH octporo aumdodnacrioro jeiikosa u3 B-
kaerok-npeauecrseHHnkoB (MKb 10: C91.0) ¢ yyerom peapaHKHpOBOK
reHOB THPO3HHKHHA3 M PEUCNTOPOB LMTOKHHOB. MeToa MoxkeT ObITh
MCHOJIb30BAH B paMKax OKa3aHWs MCE/IMIIMHCKOH [MOMOIUH [auHeHTam ¢
ocTpbIM M oOaacTHLIM AeiiK030M 13 B-KICTOK-NpeAlecTBEHHHKOB.

Hacrosiass MHCTPYKUMS NpeaHasHayeHa Juis Bpaveit sabopatoproii
AWArHOCTHKH, Bpayei-reMaro/ioroB M HHLIX  BpayeH-CreinHaiucTos,

OKa3bIBAKUIHX MEAHUHHCKYIO MOMOLUB [MALHHEHTAM C OCTPbIMH JICHKO3aMH.

NOKA3AHUSA K IPUMEHEHHIO

Brniepseie JAHarHoCTHpOBaHHLIA OCTpbId nuMpodaacTHbI neiiko3 n3 B-

KJICTOK-NPEAIICCTBEHHHKOB.

NPOTUBOINMOKA3AHHUS K IPUMEHEHHIO

Her.

IEPEYEHb HEOBXO/IMMbIX ME/JIMIIMHCKHUX
U3JEJIUH, PEAKTHBOB U PACXO/IHBIX MATEPHAJIOB

Hecrepuwibibie nepyarTkn HHTPUIIOBBIC WK JIATEKCHbIC HEOITYIPeHHBIC.

EmkocTs s YTHAM3AUHH OTXO0/10B H JIe3CpC/icTha.

ItaTnsel 18 MpoOHPOK.

Mapkep nepMaHeHTHbI.

[1pobupku ¢ koHcepBanToM (Na-renaput).

CrepuiibHbie IPOOHPKH UeHTPHPYKHBIC NTOIHNIPONHIeHOBbIE 00beMoM |5
MJ1, I'Pajly HPOBaHHbIE, C KPbILLKOI,

Kpyraoaouusie npobupka 12 M.

Crexiasaunbie NpoOHPKH 10 MJT ¢ KPYT/IBIM AHOM.



CrepuibHbIe KyALTYpanbhbie Gprakons o0bemamu 50 ma 25 om’,
CrepuiibHBIC CEPOJIOIHYCCKUE ITHIIETKH 00beMom 5 1 10 ma.
CTCPH}IBHHC MacTCpOBCKHUC HMNIICTRH,

Jlo3aTop JUIst CEPONIOIrHYECKHX MUIeTOK.

Jlo3aropsl ¢ nepementbiM 00bemMoM 10 1000 Mk, 10 200 mxa 1 20 10 M.

O1HOpa30Bble HAKOHEYHHKH ¢ a9p030/1bHBIM Bapsepom obbemom ot 10 j10
1000 MK,

Kamepa ["opsieBa n nOKpoBHbIe CTEKa.

[TpeameTHble cTekaa 76x26 mM.

[lokposubie crexna 18x18 u 22x22 Mwm.

EMKOCTH CTeKASHHBIC /I OKPACKH MHKPONPENapaTos ¢ BepTHKAIbHOMN
YCTaHOBKO# (eMKocTh Xennenjaans Ha 8 crexon u émkocts Kominna Ha 5 ¢rekon).

MukpoueHTpudyra-menxep.

Boasinaa Gaus.

['ubpuanszarop.

pH-meTp.

AHAINTHYECKHE BEChI.

Llentpudyra 6e3 oxsaxieHus ¢ OTHOCHTEILHOM LeHTpoOexkHOH cuioit 3000
£ ¢ aganTepom 1o npobupku odobema 15 M.

Hukybatop ¢ 5% CO;

Jlamunaphsiii wkad.

BoiTsKHOH wKad.

Xonoauneunk +4 °C... +8 °C ¢ Mopo3nabHOii kamepoit munyc 20 °C.

CBeToBOI OHHOKY/ISPHbII MHKPOCKOI J1a00paTOpHOro/npodheccHOHAILHOTO
Knacca ¢ oobexTuBamu *x20/40/60.

Ds1yopecLeHTHbIH MHKPOCKOI J1adopaTOpHOro/npodecCHOHANIBLHOrO Ki1acca
(obuee ysenuuerne Muaumym X 1000; 00bEKTHBbI KIAaCCOM HE HHIKE MIaHaxpomar
x10/x40/x100 (macnsHas uMMepcHs ).

HMmmepcHoHHoe Macio ¢BoboHOe 0T (iyopecueHmnm.

JAe3nHGHUHPYIOIHI pacTBOp (AHTHCENTHK).



KysibTypaibHas nuraresbHas cpeaa (s Ky IbTHBHPOBAHUS
MOHYHYK/ICAPHBIX KJIETOK KOCTHOrO MO3ra WK nepudepuyeckoi KpoBH).

Pactsop dukoii-yporpadgmuua ¢ yaeabHoi naornoctsio p =1, 077 /v ans
ARGOEPCHUMAIBHOIO BbI1EICHNS MOHOHYK/ICAPHEBIX KJIETOK R rpasnuenTe
naorHoctu (Histopaque®-1077).

L-rayramMuH.

Hucynnn-tpancdeppun-cenet (100X).

BrokaTop MHTO308B — Koauemua win koaxuuns 10 mr/vn B HBSS.

Jleasnas ykeycHas kucanora 100%.

Meranon (abconoTHeli Hin >99,99%).

Bojneie pactBops! 2Tanona (konuenrpauus 70%, 80%, 90%).

Xnopua xanus (KCI).

Xnopua natpus (NaCl).

JucTuaanposatHas BoAa.

LlntpaTHo-conesoii pacteop (20X).

Pacteop nereprerra NP40 (2pup noanokcnaruiena HoHUIdeHosa).

Pacteop PHKa3bi (20 mMr/mn).

HAHK-308161 4215 nposeenns FISH.

bydepubiii pactsop st pazsenenuns JIHK-30n108.

PactBop kpacurens DAPI (0,1 mxr/mi).

Jlenonnsuposannas soaa.

Pes3nHOBBIA K1k,

OINNCAHHUE TEXHO/IOI'MHA UCTTOJIB30OBAHUSI METOJA

Cyte Meroja 3aKiII04aeTCs B BBISBICHHH PEapaHKMPOBOK TI'eHOB
THPO3MHKHHA3 M PeUenTopoB UMTOKUHOB (ABLI, ABL2, PDGFRB, JAK2,
CRLF2, NTRK3, CSFRI1, EPOR, CREBBP), a takxke revoB PAX5, MEF2D w
ZNF384 nns amarnoctukn BCR::ABL I-nojobuoro B-OJJIL.



Meroa ananmsa nepecrpoek rexos Ui amarHoctku B-OJUT ¢
uenoas2oranueM QuyopecueHtnoi rubpuansaunn in situ (FISH) Britouaer
HCCKOJILKO 2TaloB:

1, Kynbrusuposanue n pukcauus KJICTOK KOCTHOro mosra (KM)

n/umm nepudepuyeckoii kposu (ITK) (npu nammuun Gractusix kaerox s [1K)

I.I  Boiaenenne MOHOHYK/I€APHBIX KICTOK.

1.2 IlpurorosieHue KyJabTYpbl KJICTOK.

1.3  ®ukcauus KNCTOUHON KyJIbLTYPHI.

1.4 Ilpurorosienue npenaparos KJIeToK,

2. [Iposenenne (uyopecueHTHON in situ ruOpHAM3aLHH.

2.1 [IpUIroTOBIICHHE PACTBOPOB K peareHToB.

2.2 IIpoGonoaroroBka.

2.3 I'uOpunausaums v ACHATYpalus.

2.4 TloctrnOpuan3zaumnonHas OTMbIBKA.

3. AHa/IM3  NpenaparoR W Onpejie/ieHHe MOrpelIHOCTH U

MCIIOJIb3YEMBIX 30H10B.

3.1 YcTaHoBIeHHE MOrPEUIHOCTEH 18 HCMOIb3YEeMbIX 30H/10B.

3.2 AHauM3 npenapatoB U HHTEpIpPEeTalus Moy YCHHBIX Pe3y ibTaToB.

1. KyabTusupoBanue u puKcauusi KJICTOK KOCTHOIO MO3ra M/HIH
nepudeputeckoii Kposu (NpH HaJAH4YHN 0JIACTHBIX KJIETOK)

1.1 Buioeaenue MOHOHYKACAPHbIX KACMOK.

1) Crepunshoii nunerkoit pazsectn KM/IIK cpesoii juist npombiBanus 10
oObema He Gonee 8 mul.

2) B kouunueckyro npobupky it uentpudyrupoBanus oobemom 15 mi
A00asuthb 4 M1 xoaoanoro Histopaque®-1077.

3) MeieHHO 110 CTEHKE HACIOMTh B KOHMYECKYIO [POOHPKY ¢
Histopaque®-1077 8 wma obpasua KM/IK (coorHowenne KM/IIK:

Histopaque®-1077 = 2:1), 4T00bl HE A0IYCTHTL CMELLIHBAHHS.



4) Lenrpudyruposars noaydennyio npody B redenue 20 MHHYT [pH
400g.

5) CrepribHON NUICTKOH MEPEeHECTH KOJbIO M3 MOHOHYK/ICApOB B
npodupky odvemom 12 mn u aoGasute 0,9% pactsop NaCl ¢ 3%
IMOPHOHAIILHOM Te/siubel ChIBOPOTKOM, 4TOOBI B cyMme nosyunnock 10 .
AKKypaTHO nepemelars.

6) LlenTpudyruposarb 1ojy4yeHHyio npody B redenue 10 MuUHYT npu
400g.

7) Orodpath CTEPUILHOIN MUINETKON HAZL0CAIOUHYIO KHAKOCTh, OCTABHB
1-1,5 My, pecycrnieHAMpoBaTh OCTABIIMICSH OCAJAOK ¢  HAZOCAJIOHMHOMH
KHKOCTBIO.

8) Orobparb 20 MK noJgy4yeHHOR 1npodbl U A00aBUTL B CTEKJISHHYIO
npoOupky ¢ 400 mkia 3% yKCYCHOH KHCJIOTOH, pecycrneHJAnpoBarh, 1aTb
NOCTOATH 506 MUHVT.

9) INoacunrarh KOHUCHTPALMKIO KJICTOK B Kamepe ['opsesa (npu oOuiem
yBeJIHYeHHH MUKpockona x100).

1.2 llpuecomosienue kyiomypot Kienox.

B npeasapuTenbHO HarpeTyro MOAHYIO MHTATEAbHYIO cpeay A00aBHTb
Bbl/IeJICHHBIC KJIEeTKH B KOoHueHTpauuu 1,5x10° na 1 M1 cpejibl (IIpH HAJIMYHK
JIOCTATOYHOI'O KOJIHYECTBA KJETOK CTABMTCH HECKO/ILKO Npod npenapara:
TOJLKO B TOJHYIO NHTATeNLHYIO cpeay, ¢ aobasiacumem ITS, ¢
JIONOJIHUTENIbHO  Ao0asieHubIM  L-rayramunom). [lepemewmars  nerkum
NOKaYMBAHHEM U MOMECTHTL B HHKyOaTop ¢ 5% CO* na 24 vaca.

1.3 Durkcayus k1emodnou Ky1bmypbi.

1) Bo ¢hirakoH ¢ KyJIbTypamu KJI€TOK A00aBHTH KOJILEMHM/L, lIepeMeLars 1
nomectuts B CO%-uukydarop (37 °C) na 30 MunyT.

2) Conepxumoe GnakoHa nepeHecTH B UHCTYIO TNpoOHPKY H

ueHTpudyruposats 10 munyT npu 400 g.



3) Ocanok pecycnenjnposarb, 100aButh 8 M1 0,55% KCl n nomectutsb
Ha BojiHy10 Ganto npu 37°C Ha 12 munyT.

4) Uentpugyruposars B Teyenue 10 muuytr npu 400 g, ocanok
pecycrneHanpoBarth, passectn pukcaropom Kapuya (cmech MeTaHO/I-yYKCYCHas
KHC0Ta B COOTHOWEeHUH 3:1) 10 10 M 1 nOMECTHTL B MOPO3HIILHHK (MHHYC
20°C) na 20 muHyT.

5) Heurpudyruposare B Teuenue 10 munyr npu 400 g, ocanok
peCyYCIICHANPOBaThL, 3aJIMTh CBCKHM (.bHKCﬂTOpOM Kapﬂya n INOMCCTHIL B
xonoauabuuk (+4°C... +8°C) na xpaHeHnue /10 pacKanbiBaHHs.

1.4 lIpucomoenenue npenapamoe Kiemox.

Kaerkn uentpudyruposars B teuenue 10 munyt npu 400 g, yaanute
cynepHaranr. Jlns FISH-uccnenoranus nomectuts 30 Mka noaydcHHoro
0CajIka KJICTOK Ha CyXoe, [peABapHTeILHO 00e3KUPEeHHOE [peAMeTHOE
creka10. Ilpenaparbl BohicywminTh B Teuenue 48—72 yacoB npu KOMHATHOMH
remneparype +20°C... +25°C ang aydweit pukcaumuu Kinerok Ha crekie. [pu
HEOOXOMMOCTH  CPOYHOIO  HCCIEA0BaHMA, JAONYCTUMO HMHKYOMPOBATDH
npenapatsl B teyenue 60—-120 muuyT npu remneparype +56 C B repmocrare.

2. lTposeaenne dayopecuenTnoii in situ rudpuIH3aAUHN.

Jlis BoisiBiicHUS peapanxupoBok renos ABLI, ABL2, PDGI'RB, JAK2,
CRLF2, NTRK3, CSFRI, EPOR, CREBBP, MEF2D, ZNF384 n PAXS
uenonp3zosanuces JHK-npober pupmbi-nponssoanresss ZytoVision u Vysis
Abbott, noaromy aanee remneparypa miaasienus JIHK u rubpuanzanmn JIHK-
npodst ¢ JIHK naumenra ykaspiBaercs /Ui JaHublX  ¢upm  (npu
HCIIOJBL30BAHUK  1po0  Apyrux  ¢gupm  HeoOXOAMMO  HCIIOIb30BAThH
TEMIEPaTypHbIE  PEKUMBI,  YKa3aHHbIE B PEKOMEHJIalmsx  (upm-
NpOU3BOAMTE/ICH ¢  JJbHEHLICH  KOPPEeKTHPOBKOH  MOJA  YCIOBHA

nadopaTopun).
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Meroa  COCTOMT M3 HECKOJbKMX  3TanoB,  BK/IIOYAIOLIMX
NpoOONOArOTOBKY, JA€HATYpPALMIO, THOPHIN3ALMIO, MOCTIMOPHIN3ALIHOHHYIO
OTMBIBKY M aHAJIN3 MPeraparos.

2.1 llpuecomosnenue pacmeoposé u peazenmos.

1) PaGouas konuentpauus PHKasbl — 10 mr/ma. 115 nonyuenus padoueii
KOHUeHTpaunn uexoausiii pactsop PHKa3swl passectn ¢ @Ch B cooTHOIIEHHH
I:1. Pabounii pacteop PHKa3w1 anuksotuts no 200 MK 1 XpaHuTh 1PH MHHYC
20°C.

2) Pacteop 2xSSC: k 180 M AMCTHAIMPOBAHHOMN BO/bI 100aBHTL 20 M
pactBopa 20xSSC. XpaHHTb NpH KOMHATHON TeMIeparype.

3) Pacrop 2xSSC (1): k 50 man 2xSSC pobasure 200 mxan PHKaswl,
pecycneHanpoBaTh.

4) Pacrsop 2xSSC (2): k 50 ma 2xSSC aoGasurs 50 Mk 1% NP40,
BCIIEHUTDb MACTEPOBCKOM ITHIIETKOH.

5) Pacteop 0,4xSSC: k 49 M1 AMCTHUIMPOBAHHON BOJIbI 100aBUTE | MJI
20xSSC u 150 mxn NP40, BCieHUTh NacTePOBCKOH MHIETKOM.

6) Iloarorosuts 70, 80 1 96% pacTBOpbl ITaHOIA B eMKkocTaX KonimHa
(0Obem pacTBopoB — 50 mi).

2.2 llpobonoodzomoska.

1) C n0OMOUIbIO CBETOBOIO MHKPOCKOIA OLCHHUTDH KAYECTBO H KOJIHYECTBO
KJIETOK Ha LIHTOTEHETHYECKOM Npenapare, HaJIM4YHe WiH OTCyTcTBHE Oelika.
O603Ha4YHTh 30HY € OITHMAIbHBIM KOJINYECTBOM siiep.

2) LluToreHeTHYECKHE Npenaparbl HOMECTHTL B [POrpeThii HA BOASHOMN
0ane 10 37 C pactBop 2xSSC (1) na 30 munyT.

3) [IpoBecTy aeruparaunio B cepun criuproBeix pacrsopos 70, 80, 96 %
110 2 MHHYTBLI IPH KOMHATHOIT TeMIeparype.

2.3 ['ubpuousayus u denamypayusi.
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I ) ITpu HeobxoanmocTn npurorosienus JIHK-npoOel HyKHO cmelath 7
MKJI ruOpuan3aunoHHoro oydepa ¢ 2 MK/ A€ HOHH3HPOBAHHOI BOALI H 1 MK
JAHK-npo0Bki.

2) HoGasute 10 mkn JIHK-30mpa na npoGy, HaKpbiThb [MOKPOBHLIM
CTEK/JIOM M HAHECTH MO KpasM MOKPOBHOI'O CTEK/Aa PE3HHOBBIN KJICH.

3) [IlomecTurh UMTOrEHETHYECKHI npenapar B ruOpuAH3ATOp M
BHICTABUTE HA MNpHOOpe NporpaMmy, COOTBETCTBYIOWLYIO HCIO/b3YCMOMY
300y (Tabauua 1).

Tabnnua 1 — Pexkum umukina geHarypauusi-rudpuansaius JUist HCHoJIb3yeMbIX

30H/10B
OupMa-npousBOAMTEIL | TeMneparypa u UIHTEALHOCTD ’ Temnepatypa # LIHTEALHOCTD |
JIeHaTy paLum rubpun3annm
VYSIS 73°C — 5 MMH 37°C - 20 vacos
ZytoVision 72°C — 5 MuH 37°C — 20 vacos |

Hpumevanue: memnepamypa u  OAUMEALHOCMb  OCHAMYPAYUU-UOPUONZQYUN  3dGuctm  om
GUPMBI-NPOUZEOOUMETA, HA  OAHHOM Imane HeoOXOOUMO YEeMKO NPUOCPICUBAMBCS  UX

PeKoMenoayui.

2.4 llocmeubpuouzayuonnas ommui6Kd.

1) Mo ncrevennn Bpemenn ruGpuin3auun CHATL MOKPOBHBLIC CTEKIA M
MOMECTHTH Mpenapar B 3apaHee nporperbiii 10 HeOOXOAUMOI TeMnepaTypsbl
pacreop 0,4xSSC ¢ aobasnennem 0,3% NP40 na 2 munytel. [Jis 30H108B
dupmbl Vysis pactop nporpesaercs 10 +70°C, aas ZytoVision — a0 +73°C

2) lepenectu créxkna B pactBop 2xSSC (2) ¢ ao0asnennem 0,1% NP40
Ha 10 MUHYT OpH KOMHATHOI TeMreparype B MOJAHOM 3aT€MHEHUH,

3) IlpoBecTH aernaparauuio B cepuu crnuproBbiX pacteopos 70, 80 u
96% 1o 2 MHHY Tl IPH KOMHATHOH TeMneparype.

4) CywmuTh npenaparbl B BEPTHKAILHOM MOJIOKEHHH [IPH KOMHATHOMH

temneparype +20°C... +25°C B remHoTe.



Hanecrn 10 mkin paboyero pactsopa DAPI, HakpbiBaTh [10KPOBHbBIM
CTEK/IOM H aHAJM3HPOBATL MOJYYEHHBIH pe3yJbTar 1noi ¢uyopecueHTHbIM
MHKPOCKOIOM € COOTBETCTBYIOIUMMHU (HILTPAMH.,

3. Anaams  npenaparos M o OHPCACICHHE  NOTPElHOCTH  JUIA
HCI0/IL3YEMBbIX 30H/108B.

3.1 Vemanosaenue noepewnocmeii 045 UCNO163VEMbIX 30HO06.

Jlis KOHTpO/IS KauecTBa npenaparoB, OKpawleHHbIX merojgom FISH,
NPOBOANTCS OTpHLATE/ILHBIA KOHTpOb uis Kaxaoit JIHK-npoGsl. /s sToro
BuiOupaercs obpasent KM/ITK, B KOTOPOM HOJATBEPAIACHO OTCYTCTBUE
XpoMocoMHeIX abeppanuii. [lposoaures okpammpanue npenaparos JAanHoM
npoObl ¥ ganbHedMii anauus >4000 gaep. Ilo pesyabraram asanusa
CYMTAIOTCH 3Ha4YeHue norpewHocreii (cut-ofl) (rabauua 2).

Tabmmua 2 — 3navenus norpewHocteii (cut-off) ans HamGosee uacThIX

BAPHAHTOB pacCIlOIOKCHHUA CHI'HAJIOB B ABYUBCTHbBIX 30H/1aX «HaA paspbiB»

cut-off | FRG FRG FRG FFF, F, Cpesnee

I'CH (1-20), % | (3-4 0),% | (>40), % % % navenue, %
CRLF2 8.6 16 1.6 2,1 3.4 346
JAK2 42 1.6 0 3 3.8 2,52
NTRK3 8 2.5 2,1 2.1 3 3,54
PDGFRB 1.6 0 1.6 2 2 1,44 |
CSFRI 5.4 1.6 0 2.2 2.5 234
EPOR 3.8 1,6 0 3 34 2,36
CREBBP 5 1.6 1.6 1,6 42 - T
ABLI 7 2 1.6 2 3 3,12
ABL2 3.8 0 0 2.1 5 2,18
PAXS 7.9 2,1 2,1 2,1 42 3,08
ZNF384 42 1.6 0 2.5 3.4 2.34

Hpusewanue: F — caumnotic cuenan (fusion), G — eaenviit cucnan (green), R — xpacnoii cuena
ayopoxpoma (red)

30H/1 Ha HA/MuKe nepecTpoek ¢ BopiaeueHueMm rena MEF2D spisercs
TPEXUBCTHBIM H [03BOJIACT BbIABHTbL HE TOJILKO nepectpoiiky reva MEF2D,
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HO W HHBEPCHIO ¢ 00pa3oBaHMeM CAUTHOIO Tpanckpunra MEF2D::BCLY. Jlns
aannoit JIHK-npoGei cut-off sijiep ¢ abeppaHTHBIM pacno/IOKeHHEeM CHIHA/IOB
cocrasui: FRG (1-20) AA - 6,3%, FRG (3-40) AA - 2,3%, FRG (>40) AA
- 0%, FF (R,G,A) -13,4%, FFA — 9%, FAA - 2,3% n FFAAA - 2,3%.
Cpeauuii npouent AucOananca cocrasui 3.09% (A — rony6oii hayopoxpom,
oT Jiar. aqua).

3.2 Auaauz yumoseHemuueckux npenapamos U - uHmepnpemdayui
RONYHEHHBIX Pe3VIbMAmos

Hurepnperauus pe3yibTaTtoB MPOBOAMTCH € YYETOM KOHCTPYKLHH
MCII0JIb3YeMOIro 30H4a. [ BLISIBJICHUS IEPECTPOCK reHOB uenob3ytor JJHK-
npoOkl Ha pa3psiB reHa. B npobax 57 KOHEL H 3™ KOHell reHa MEeTATCH Ppa3sHbIMH
(ryopoxpomamu, 4To Mo3BOJISET BU3YaIbLHO OnpeaeInThb
HAJIMYHE/OTCYTCTBHE IEPeCTPOiKH. B KieTKax ¢ HOpMajibHbIM KapHOTHIIOM,
KOTOpPbLIE He COACPKAT MEPECTPOCK MCCIC/LYCMbIX ICHOB, BH/IHbBI ABA CJAUTHBIX
curnana. B kierkax ¢ abeppanTHbIM KapHOTHIIOM - OAHH CJAMTHON CHrHaJ M
N0 OJHOMY CHrHajly, COOTBETCTBYIOWIEMY Kaxaon w3 4acrein JIHK.
OteyTeTBHE OJIHOTO W3 CHIHAJIOB WM HAJMYME AONOIHMTEIBHOINO CHrHAJIA

ObiBaeT npH HecOalIaHCHPOBAHHBIX TPAHCJIOKAUMAX MM AONOJIHHTEILHLIX

J€pPUBATHBIX XpomMocomax B KapuoTHIie. Yro0wl n3bexarb
J0KHONOJIOKHTENBHOIO pe3yibTata HCC/ICA0BaHMA, IS KakI0ro 30H/A
onpesensiores cut-off Ha npenaparax Kposu 340pOBOro 4ejJ0BeKa (IYHKT
3.1).

JUist uceeioBannsl JIEHKO3HBIX KJIeTOK avain3upyior 200 unrepdasubix
aaep. Uccaeayembie sjipa A0JKHbI HMEThL YeTKHE IPaHuiLbl, ObITh PABHOMEPHO
OKPAlICHHBIMH W JIeXKaTh W301MpoBaHo. CHUrHAILI TaKKe JIOIKHBLI ObIThb
JA0CTATOYHO SAPKUMH, YeTKUMH (He auddy3ubimu). TTo3HTHBHBIM CYHTAIOT
pacroIoKeHUe CUrHanoB 00J1ee YeM Ha TPU JHaAMeTpa CUrHana (B CAMTHBIX

CHIHA/IAX BO3MOKeH HeOOJIbIIOH paspbiB MEKIY CHIHAIaMH OT pasHbIX
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(h1yopoXpoMOB  3a CHET HEOKpALIEHHOTO YyuacTka Mexay 5 u 3

OKpalliCHHbIMH KOlll[aMM). Kak [1paBuiio, OT/CJbHLIE CHIHAJIBI JICKAT B

pa3/IMYHbIX CErMEHTaxX.

3anuck M MHTEpNpeTalMs pe3yibTaToB MPOH3BOAHTCS COrIACHO
Mesxaynapoanoii uurorenomMnoii Homenknarype yenoseka (ISCN, or anra.
An International System for Human Cytogenomic Nomenclature).

B coorBercTBuu ¢ aeicTByrouleit kaaceudukanmeit BO3 (2022 r.) cayuau
B-OJIUJT ¢ nepecrpoiikaMd  NepedyucieHHbIX TCHOB  OTHOCSITCS K
unroreneruyeckon noarpynne BCR::ABLI-nopobunoro B-OJIJI ¢ yactotoii
pa3BuTHs peunauBoB 75-80%, JeuyeHHE B JaHHOM cCilydae JO/KHO ObITh
HAlpaBJICHO Ha NPEA0TBPallleHHE PelH/uBa 3a001eBaHUS.

. ITpn BLISIBJICHUH OJHOI HJIH HECKOJLKHX NMEpPecTpoexk IeHoB
ABLI, ABL2, PDGFRB w/man CSFRI neyenue naunmenta ¢ B-OJLJI
MPOBOJISTCS B COOTBETCTBUM ¢ I71aBoi# 4, myHkTamu 22.2-23.15 kIuHHYECKOTrO
nporokona «J/luarHocTuka M JjieyeHue jeteil ¢ OHKOJIOTHYECKMMHM W
reMaToJoOrHYecKUMH  3a00/1eBaHuAMUY»  (YTBEPKIEH  [OCTAHOBJICHHUEM
Munncrepcrsa 3apasooxpanenus PecnyOauku benapyce ot 05.12.2022 r. Ne
113, nanee — KIMHHYECKHIT NPOTOKO) rpynnsl BeicOKOro pucka (HRG).

B Ipn BLISIBJCHHH OAHOH MM HECKOILKHX NEpecTpoex reHos
PAXS5, MEF2D, CREBBP, EPOR, CRLF2, JAK2, ZNF384 w/nan NTRK3
nevenue naumenta ¢ B-OJUJI npoBoastcss B COOTBETCTBMHM C IJ1aBOH 4,
nmyHkTamu 22.2-23.15 KJIMHUYECKOro MPOTOKOJIA IPYIIbI POMEXKYTOYHOIO

pucka (ImRG).
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4. Bosmoknbie OIIHOKH H 0CJI0KHEHHS BLIIOIHCHHS METO01a

1. Hcnonep3zoBanue peareHTOB, YCJIOBHS XPaHECHUS KOTOPBIX He
COOMI01AJIUCh.

Yerpanenue: cod/04aTh yClIOBHS XPAHEHHUA.

2. Herounoe 103upoBanue peareHTos.

YerpaHeHHe:  €KCrOAHO  [OBEPAThH  ABTOMATHYECKHE  103aTOphl
nepemenHoro oObema.

3. OTcyTCTBHE CHIHANIOB/OYEHE C1alble CHI'HAIIBI B HYKJIEYCaX KICTOK.

Yerpanenne:  cobmogars  TeXHOJNOrHio  (uKcaluu, HCNoOJAb30BaTh
CBEKEIPUIOTOBJIEHHbIC pAcTBOPLl IS Mpe- M [OCTrHOpHAM3aUMOHHOM
00paboTKH, H3MCHEHHE KOHLUEHTPALIMK OTMBIBOUYHBIX PACTBOPOB, IIPABH/IbHbIE
TEMIICPATYPHbIC PEKNUMBI.

4. Jluddyzubie curnais.

YcrpaneHne:  KOPpPEKTHPOBKA — TeMmileparypsl  JeHATypauuH M
rHOpHAN3alMK. Y BeanyeHne BpeMeHn M'HOpHan3atiy.

5. JIOKHONOMOKHTE/ILHBIH OTBET.

YcerpaHenue: UCIo/b30BaTh ONPE/IC/ICHHE [MOrPeLHOCTel JUIs Kax/10ro
HOBOTI'O 30H/a, [10CTaHOBKA KOHTposiei Ui HoBbIX napTuii JIHK-npod, ananus
JAIBYMSA ONBITHBIMH HHTONCHCTHKAMH C OIBLITOM pa60'rb1 B OHKOIreMaro./101 M1 HT

MeHee JBYX JeT.
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