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INEPEJIIK YMOBHHUX CKOPOYEHb

BB — 0e3mnoaiiiHa BUKMBaHICTh

I'JIJT — roctpa nimpobimacTHa JeiKkemis

I'EC — rinepeo3nHo(iIbHUM 1I0TTATHYHIA CHHAPOM

I'MJI — rocTpa MienoigHa JIeHKeMis

I'MJI-M]] — roctpa Mi€enoinHa JeHKeMist 3 Mi€JIOAUCIIIA31E0

JABBKIJI — xpynHoudysna B-knitunHa aimdoma

ET — ecenmianbHa TpoMOOIIATEMIS

3B — 3aranbHa BrkuBaHicTh (OS)

['JI3JI — roctpa neiikeMist 3Mimanoi JiHIHHOCTI

I'JIHJI — roctpa neiikemiss HEBCTaHOBJIECHOT JIIHIHHOCTI

KT'HII — knonansHuit reMonoe3 HeBu3HaueHoro norexmiany (CHIP)

KIIH3 — kiionanbHa 1uToneHist HeBuzHaueHnoro 3uadenus (CCUS)

KM — kicTKOBUI MO30K

MAJIT — nimpoma MapriHaIbHOT 30HH

M/IC — mienoauciacTH49Hi HOBOYTBOPEHHS

MJIH-TK — mienoinni/niMdoigHl HOBOYTBOPEHHS 3 €03UHOQUIIEO 1 3SMIHHUM I€HOM

TUPO3UHKIHA3

MM - nmnazmouuTtapHa (MHOKHMHHA) Mi€JIOMa

M33 — MiHIMaJIbHE 3aJIMILKOBE 3aXBOPIOBAHHS

HJIT'JI — roctpa neiikemiss HEBCTaHOBJIEHOT JiHIMHOCTI

MIIH — mienomnposmidepaTiBHI HOBOYTBOPEHHS

[1K — nepudepuuna Kpos

ITJI — moyaToK JiKyBaHHS

[TJIP — moniMepa3Ha JaHIIOTOBA PEaKIlis

[IM® — nepBunHUH Mienodidopo3

CII — cripaBHS TOTIIUTEMIsT

TI'CK — TpaHcaHTalisi reMONOETHYHUX CTOBOYPOBUX KIIITHH

TKI — Teparmis iHri6iTopaMu THPO3UHKIHA3

DA — paza akcenepanii

OI'A — diToremMaraOTHHIH

@JI — pomikynsipHa JiMdpoma

XEJI — xpoHiuHa €03uHO(1IbHA JTeHKeMis




XJUI/JIMII — xponiuHa nimMmdouuTapHa Jeiikemis/niMpoma 3 Maux JiMQpOLUTIB

XJIITH — xponiuHe JimdornporidepaTuBHe HOBOYTBOPEHHS

XMIJI — xpoHiuHa Mi€IOiaHA JIEUKEMis

XMMJI — xpoHi4HA MiETOMOHOIIUTAPHA JIEUKEMis

XHIJI — xponiuHa HeHTpOPibHA TEHKEMis

XT — ximioreparis

X® — xpoHiuHa ¢a3za

FOMMIJI — 1o0BeH1IbHA Mi€ETOMOHOIIUTAPHA JIEUKEMis

BTK — tupo3unkinaza bpyrona

del — memenis

der — moxisHa XpoMOCOMH

ELN — €ponetickka Mepexa Jlelikemiii

ESMO — €sponeiicbka Acorianis Menuunux OHKOJIOTIB

| — i30XpoMocoma

iNV — 3MiHA IOJIOXKEHHS T€HETUYHOIO MaTepiaJIy B MCXax O,I[Hiéf XpOMOCOMHU

ICC — Mixknapoana Koncencycna Knacudikartis

ISCN — Mixknaponnoi Cucremu Homenknarypu Llurorenomiku Jlroanau

FISH — ¢pyopecuenTHa ribpuanzaiis Ha CKIIi

MIPSS — Mixnaponna IIporHoctiuna Cucrema OuiHtoBanHs: MienonpoutidepaTuBHUX

HoBoyTBOpeHb

NCCN — Hamionansna 3aransaa OHkosoriuna Mepexa

NGS — cexkBeHyBaHHS HACTYITHOTO MTOKOJIIHHS

Ph — ®inagensdiiicbka XxpoMocoma

P — KOPOTKE IJIeYe XPOMOCOMHU

(g — IOBre mie4ye XpoMOCOMHM

t — TpaHcnokaiis (0OMiH T€HETUYHUM MaTepiajioM)

WHO — BcecBiTHs oprasi3aliisi 0OXOpOHH 3I0pOB’sI

X — MHOXKUHHICTB KOITiil XpOMOCOM

- — MOHOCOMISl XpOMOCOMH

+ — TpUCOMISL XPOMOCOMU




Beryn. HoBoyTBopeHHST KpOBOTBOPHOI Ta JIMQOIMHOI TKaHWH BITHOCATHCA O HAOYyTHUX
TCeHETUYHUX 3aXBOPIOBAaHb 1 3aBXIU IOB’s3aHI 3 KUIBKICHUMH, CTPYKTYPHHMH aHOMANisIMU
XpOMOCOM a00 TeHHUMHU MYTAallisIMU.

Ha yac BcTaHOBIJIEHHS /11arHO3y HOBOYTBOPEHb KPOBOTBOPHOI Ta JiM(OiTHOI TKAaHUH, 3 METOIO
muepeHIiifHol 11arHOCTUKK Ta BU3HAYEHHS TPYNU MPOTHO3Y Mepediry 3aXBOprOBaHb, BUKOHYIOTh
IUTOTCHETHYHI JOCII/KCHHS: KapioTUIyBaHHs Ta (uiyopeciieHTHa riopuausanis Ha cxii (FISH);
MOJICKYJIIPHO-TEHETHYHI:  TodiMepa3sHa  janmioroBa  peakuis  (IIJIP),  cexkBeHyBaHHS.
KapiotumyBanHs micis IHIYKIIHHOT Teparii He peKOMEHIY€EThCS AJIsI pyTHHHOTO MOHITOPHHTY, ajie
MOke OyTH BUKOHaHE 3a JJoMoBjeHicTio. [lomanemi FISH mocmimkeHHs MOXXyTh OyTH KOPUCHUMH
B OKpEeMHUX BHIajKaX. MiHIMaJbHE 3aIUIIKOBE 3axBoproBanHs (M33) momijabHilie KOHTPOIIOBATH
3a morromororo I1JIP B peasibHOMY 4aci a00 MPOTOYHOIO IUTOMETPIETO.

MeToauuni pekoMeHAallii, B OCHOBHOMY, € aJanTalli€l0 ¢ MDKHApOIHUX HOPMATHBHUX
nokymeHTiB:  €Bpomeiicbkoi Mepexi Jleiikemiin (ELN, 2025), HarionansHoi 3araibHOi
Onxomoriunoi Mepexi (NCCN, 2025, 2026), €sporneiicbkoi Acomiaiii Meauunux OHKOJIOTIB
(ESMO, 2025), knacudikanismu BeeciTpoi Opranizanii Oxoponu 3mopos’ss (WHO, 2022) ta
Mixnaponnoi Koncencycnoi Knacudikamii (ICC, 2022), HOpMAaTUBHHX JOKYMEHTIB —
Mixunapoanoi Cuctremu Homenkiarypu I{utoreHomiku Jlroguuau (ISCN 2024); Bumoru 10
3pa3KiB, YMOBHU TpPAHCIIOPTYBaHHS TEPMIHU BHKOHAHHS JIOCHIDKCHb HAJIEKaTh aBTOpaM Ta
NpU3HAYEHI JJIs JIIKapiB-reMaTosoriB, GaxiBLiB y cdepi 1ab0paTopHOI I€HETHKH, BUKIAJadiB Ta

CJIyXadiB KypcCiB MICISITUIUIOMHOT OCBITH.

1 Bumoru 10 3pa3kis

JUIs UTOreHEeTHYHOTO aHalli3y MPUIATHUM € 3pa30K CyCleH3li KIITHH KICTKOBOTO MO3KY
(KM), tpenanoOiomnciiinuii marepian abo nepucdepuyna kpos (I1K) 3a nasBHOCTI 20% He3piaux
KIIITUH, K1 BIAOMpAIOTh y CTEpUJIbHUMN TeNapuHI30BaHUN KOHTEHHep a00 B remapuHI30BaHMM
KOHTEWHEp 3 MOXWUBHUM cepenosumiem (Hanpukian, RPMI 1640 a6o inmn). Ilpu 310sKicHUX
JiMpoMax MOXKYTbh JTOCTIIKYBaTUCs 6ionTaTtu abo acmipaTty JiMpaTUYHHUX BY3JiB, SKi 3a0UpaioTh B
relapyHi30BaHUN KOHTEWHEp 3 TMOXKMBHUM CEPEJOBUIINEM, a 3a BIJCYTHOCTI IOKHBHOTO
CepeIoBHUIIa MOXKIMBO BUKOpUcTatH (izionoriunuii po3uns (0,9 % NaCl) (tada. 1.1).

Jiie MONEeKyISpHO-TeHETHYHUX OCTIDKeHb MpHIATHUM € 3pa3ok cycrensii kmitua [1K,

HaOpaHuii B mpoOipKy 3 iHTi0iTOpoM eHjonykieas EDTA.



Tabmums 1.1 O6’exkTH A0CTiIKEHb PU HOBOYTBOPEHHAX KPOBOTBOPHOI Ta

JiM(OiTHOT TKAHUH

Eran uToreHeTu4Hi MoJsekyasipHo-
(kapioTumyBaHHs Ta/a00 reHeTU4Hi
FISH) (IIJIP, cexBeHYBaHHS)
BceranoBiieHHst * acripar KiCTKOBOTO MO3KY * nepudepruyHa KpoB
AiarHosy * nepudepuyHa KpoB*

(>20% He3pIHX KIITHH)

* TiMpaTUIHUNA BY3071

y (izionoriunomy po3unHi abo
MO’)KUBHOMY CEpEIOBHIII
(RPMI 1640, McCoy)

Ha eranax tepamii * acripar KiCTKOBOTO MO3KY * nepudepruaHa KpoB

Peunaus * acripar KiCTKOBOTO MO3KY * nepudepruyHa KpoB
* nepudepuyHa Kpop™
(>20% He3pinux KIIITHH)

AHTHKOATYJISTHTH TaK
renapuH HaTpiro abo JiTio

InriéiTop enonykiieas tineku s FISH TaK
EDTA

YMOBHM [1OCTaBKM 3pa3KiB Ha LUTOTCHETHYHI Ta MOJIEKYJISIPHO-TEHETHYH1 JOCHIKEHHS
BIJIPI3HSIOTHCS 3a 4acoM BiJ 3a00py Mmartepially 0 4yacy HaJXOJDKEHHs B Ja0opaTopiro, a TaKOX

TEMIEPATypHUMHU pekuMamu (tadm. 1.2).

Tabmuus 1.2 YMoBH AocTaBKH 3pa3KiB /10 J1adopaTopii

Bumoru no Hurtorenernyni MoJiekyJIIpHO-TeHeTHY Hi
TPAHCIIOPTYBAHHSA

Yac * ONTHUMAJILHO: 10 24 TOauH BIPOJIOBXK 24 TOMH
* B cepeHbOMY 24-72 ronuHu

Temnepartypa +7-25°C a6o Tepmomaker oxomomkeHHs 10 +4°C
XJIaJIOTeH B TEPMOIIAKET]

3abopoHeHo XJIaJOreH HEOXOJIOKEHUH 3pa3okK IS

nociimkess Ha PHK




2 3arajibHa XapaKTePUCTHKA FreHeTHYHUX AHOMAJIili MPH HOBOYTBOPEHHAX KPOBOTBOPHOI Ta
JiM(OiTHOT TKAHUH

UucneHHi JOCHIKEHHS KUTBKICHUX Ta CTPYKTYPHHUX aHOMAJIiii XpOMOCOM CIIPHUSIIN PO3YyMIHHIO
PO KJIOHAJIbHE TOXOKEHHS HOBOYTBOPEHb Ta CTBOPCHHIO T€HETUYHOI CKIJIAJIOBOT OHOBJICHHX
kiaacudikariii HOBOyTBOpeHb KpoBoTBOpHOI Ta jimdoinaoi tkanuua (WHO, 2022 p.) (1, 2) i (ICC,
2022 p.) (3, 4).

XpOMOCOMHI aHOMaJTii MOIUIAIOTHCS Ha KUIbKICHI (TpucoMmii (+), MoHOCcOMIT (-)) Ta CTPYKTYpHI
(memenii (del), momatkoBuii Matepian HeBcTaHOBiIeHOro moxomkenHs (add), izoxpomocomu (i),
inBepcii (inv), incepuii (ins), MapkepHi xpomocomu (Mar), moxiaai xpomocomu (der), Tpanciaokarrii
(t)). KimbkicHi nepeOya0BH BIUIMBAIOTh HA MOCHJICHHS TpOoJihepaTHBHOI aKTUBHOCTI aHOMAJIbHHUX
KJIITHH 32 paxyHOK AucOaaHCy J03yBaHHS T'€HIB, IO PETYJIOI0TH KPOBOTBOPEHHS a00 BTpAT T'€HIB
CyNpecopiB NyXJHH, BIANOBiAHO. 30allaHCOBaHI aHOMalii XpomMocoMm, a came: 30ajaHcoOBaHi
TpaHCIOKaIlli, mapa- Ta NEPULIEHTPUYHUX IHBEpPCIH, IHCEpIi — BIAIrparOTh BaXIWUBY pPOJb Ha
MIOYATKOBUX €Tarax JIeHKeMoreHe3y. Y pe3ysibTaTi TaKuxX aHoMmalliii GopMyrOThCs 3JIMBHI T€HH, SIKi
OpU3BOJATH 10 3MIHM  TPAHCKPHILIHHOI ~ aKTMBHOCTI  Ie€MONOETHYHUX  KIITHH  abo
HEKOHTPOJIbOBAHOI aKTUBallli OHKOTEHIB. To/i Sk BTOpMHHI aHOMaJIi XpoMocoM (He30alaHCOBaHi
TpaHCJIOKaIlli, MOHOCOMIi, TpHCOMIi, Aeyemii, 130XpOMOCOMH, MapKepHI XPOMOCOMH) dYacTille
BUSBIIIIOTBCSL TPU  Tporpecii 3axBOprOBaHb. Y pe3ynbTaTi Jenelid BiJI0OyBaeTbCs BTparta
TEHETUYHOTO MaTepially, 0 MOXKe MPU3BOAUTH a00 J0 BTPATH T'€HIB-CYNMPECOPIB MyXJIHH, a00 10
3HATTS KOHTPOJIO 3 MPUPOAHOI 3arubeni KIITUH (armomnTo3y), TOAl SK HAasBHICTh J0AAaTKOBOTO
TeHETUYHOr0 MaTtepiajly CHpUYMHSAE MiJBUILEHHS NposidepaTuBHOT aKTUBHOCTI F€MONOETHYHHUX
KJIITHH.

KioHanbHe MOXO/KEeHHST aHOManbHUX KIiTuH BianosigHo 10 (ISCN, 2024) (6) Bu3zHauaeThCs
SK TIOMYJISALIA KIITHH, SKI MOXOJATh 3 OJHOIO TOMNEpeJHMKAa Ta MaloTh CEJIEKTUBHY IE€peBary B
3pOCTaHHI MOMyJIALIi aHOMAJIbHUX KIIITHH 1 BIJNOBIAAI0OTh HACTYITHUM KPUTEPIsIM:

* HEe MEHIIE JIBOX KJIITHH 3 TPUCOMIEIO OHIET i Ti€T K XPOMOCOMH;

* HE MEHIIE IBOX KIITHH 3 OJJHAKOBOIO aHOMAJIIEI0 XPOMOCOM;

* He MEHIIE TPHOX KIIITUH 3 MOHOCOMIEIO OJIHI€T i Ti€T )K XpPOMOCOMH.

Ha cboronHi pe3yiabTaTv TeHETUYHHUX JOCHIDKEHb € HE3aJIeKHUM MPOTHOCTUYHUM (aKTOPOM.
i xapaKTepUCTHKHU BIJIIIPalOTh BAXJIUBY POJIb Y BU3HAUCHH1 KJIIHIYHOT TPy PU3HKY, 110, Y CBOIO

4epry, BIUIMBA€ Ha BUOIp CTpaTerii JIiKyBaHHS.



Tabmuis 2.1 Ocod61uBOCTi TeHETHYHHUX JOCJiI’KeHb NP HOBOYTBOPEHHSIX KPOBOTBOPHOI Ta
JiM(OiTHOT TKAHUH

Metoau pocaixkeHHs IIpu3HaveHnHst

HuToreneruuHi KApiOTMNYBAHHS | JOCTIIPKEHHS BUJUMUX Y CBITJIIOONTUYHOMY
MIKPOCKOIT KUTBKICHHMX Ta CTPYKTYPHHX aHOMAaii
XpOMOCOM TpH audepeHmiitnomMy 3abapsienti Ha G-
mucku  (3a3Bu4aii), C-, saepueyTBOPIOOUl paioHH
(Ag-51YP)

FISH BUSIBJICHHSI MIKPOZEINEIid, AYIUTIKAid, KPUNTHIHUX

(3aMackoBaHUX) aHOMAJI XPOMOCOM, aMmILTi(iKaIii
T'eHIB 3a JIONOMOT010 (DITyOPECIIEHTHUX 30H/I1B

MouJiekyJsipHo- ILJIP BUSBIICHHS MyTallii reHiB, TpaHCKpHUNTiB, M33

reHeTH4Hi CeKBEHYBaHHS BUSIBJICHHS TOYKOBHX MYyTAIlii

3 MiesionpoutipepaTBHI HOBOYTBOPEHHSI

[lepBuHHa AiarHOCTUYHA OIliHKA MienonpodidepatuBHIX HOBoyTBOopeHb (MITH) 6a3yeTrbes Ha
TICHIA KOpenslii MK KIIHIYHUMH O3HaKaMH, MOJIEKYJISIPHOIO JIarHOCTUKOIO Ta, 3a3BUYaid,
Mopooriunoro ouinkor Tpenanobioncii KM. V 6inbmocti namientis MITH niarHocTyroThCs B
xpoHiuHii (a3i (XD), ska mMoxke mporpecyBaTu y OmactHy ¢a3y (bD), mo acoritoerbes 3
HAKOITMYCHHSIM BTOPUHHUX IIUTOTEHETUYHUX Ta/a00 MOJICKYJISIPHUX aHOMAJTIH.

BianosigHo no xnacudikamii BOO3 (2022 p.) no MIIH BigHOCATH HACTYNHI HOBOYTBOPEHHS
(Tabm. 3.1).

Ta6muist 3.1 Knacudikauis MITH Bignosiano no (WHO, 2022) (1)

XpoHiuHa mienoinHa aeiikemis (XMJT) BCR::ABL1-no3utnBHa

Crpaxsst mosiruremist (CIT)

Ecenmiansna Tpomborutemis (ET)

[TepBunnMit MieaodiOpo3 (IIMD)

XponiyHa HelTpodinbHa neiikemis (XHJII) BCR::ABL1-neraruBHa

XponiuHa eo3uHOGinbHA NeiikeMis (XEJI)

OBeninpHa MieToMoHoIMTapHa Jetikemis (FOMMJI)

MienonpodidepaTHBHI HOBOYTBOPEHHS,
HekJIacu(pikoBaH1

JlogaTkoBO 10 KJIACHMYHUX KIHIYHUX (aKkToOpiB pHU3HMKY (BIK, JIEHKOIMTO3, TPOMOO3),
MOJIEKYJISIPHO-TEHETUYHI aHOMaJTii pO3TIISIAl0Th SIK KITF0UOBi nporHocTuyHi (akropu BCR::ABL1-

HeratuBHux MIITH.
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AJropuT™M BUKOHAHHS reHeTHuHuX gocuimpkens mpu MITH (NCCN, 2025) (7):

e FISH" a6o I1JIP i3 3B0opoTHBOI0 Tpanckpumiieto (3T-I1JIP) nns Bussienns BCR::ABL1 — 3
METOI0 BUKtoueHHss XMJI,;
("FISH € 6inbm crierudiunuM 11 BUSBIEHHS aTUIIOBUX TOUOK PO3PUBIB 260
KPUIITHYHUX (3aMacKOBaHUX ) TPaHCJIOKAIIii);

e kapioturmyBanHs KM a6o FISH na KM a6o 1K 115 BU3HaYeHHS XpOMOCOMHHUX aHOMAJiH,
SIK1 TTOB’s13aH1 3 MiejoaucImiacThaHUMU HoBoyTBopeHHs MU (MJIC) un MITH,;

e pussienns mytamiii JAK2 V617F (npu IIM®, ET, CII);

o skmo JAK2 V617F nerarunuii: mocnimkenns reHiB CALR ta MPL (mis mamieHTiB 3
IIM® Ta ET) a6o JAK2 exon 12 (s namientis 3 CIT);

e 3a BiacytHocti mytanii JAK2, CALR ta MPL («moTpiiiHuii HEraTHUBHHI» cTaryc) —

PCKOMCHIA0OBAHO BUKOHAHHA NGS nmanens Ha I[eTCKI_IiIO MYTaHiﬁ BHUCOKOI'O MOJICKYJIAPHOTO

pusuky: ASXL1, TET2, EZH2, SRSF2, TP53, IDH1/2, U2AF1.

3.1 Xponiuna MieJIoiTHA JeiikeMist

Xponiuna wmienoigna seiikemis (XMJI) napaxoBye mpubmusHo 15% Big ycix jeiikemiit y
nopocnux narienTtiB. CepenHiid Bik CTaHOBUTH O113bk0 60 pokiB. Y IUTS4YOMY Billl 3aXBOPIOBAHHS
ckiagae meHme 3% Big Beix Jseiikemiid. CepenHiii Bik ctaHoBUTh 11-12 pokiB 1 wacto 1e ¢aza
akcenepamii (PA). XMJI BusHauaeThes 3a HasBHIiCTIO Dimagenbdiiicekoi xpomocomu (Ph) y
nauienta 3 MITH. Ph xpomocoma € pe3ynbraroM 30aaHCOBaHOT TpaHCIIOKAIlii MiXK XpOMOCOMaMH 9
122, B pe3ynbTaTi skoi popmyroTbes aABa 3nuBHUX reHa: ABL1::BCR na xpomocomi 9 no cmyxiti
9934 Ta BCR::ABL1 na xpomocomi 22 mo cmyxui 22qll. IlpoBigHy pons B maroreHesi
3axBoproBaHHs Bijirpae 3nuBHuiA reH BCR::ABLL. 36anancoBana tpancnokaitis £(9;22)(q34;q11.2)
HA Yac BCTAHOBJICHHs JiarHO3y BUSBISAETbCcS y 85-95% BumankiB. Y pemTu — peecTpyroThes
BapiaHTHI (OpMH TpaHCIOKalli 13 3aJy4yeHHIM abo /10/JaTKOBUX XpOMOCOM a0 BTpaTa JIOKYCIB
XpOMOCOM 3allydeHHX 10 TpaHciokauii. He3zanexxHo Big Touok po3puBy B ABLL 3nutTTs 3aBxkau
BiOyBaeThcss Mk ABL1 ex3onom 2 3 ek3zoHamm BCR 13 Tta 14, B pesynbrati popmyroTbes
tparckpunty €13a2 ta el4a2, sxi koayroTh 0ok p210, MO0 Mae AeperyIbLOBaHy THPO3HHKIHA3HY
akTuBHICTh. Llell Tpanckpunt BusHauaetbes y 98% mamientisB 3 XMJL. Artunosi BCR::ABL1
TpaHcKpunTH — €la2 koaye 6ok p190 y BUMagKax KoM 3ay4yaroThCsl MIHOPHI TIOJAMKH KJIACTepy
periony mMBCR), a6o €19a2, mo xoaye 6ok p230 i3 3aydeHHAM MIKPOTOYOK TOJIAMKH KJIacTepy
periony uBCR. Ili TpaHcKkpunTH BUSBISIOTECS pigko npu XMJI, ockimeku pl90 wgacrimre
peectpyetbes nipu [T, a p230 — y maiieHTiB 3 MiABUIIEHOIO HEUTPOPIIEHOIO JU(epeHIIiaLlIETO.

Busnauators Tpu pizHi ¢paszu XMJI: xponiuna ¢aza (XD), ¢aza akcenepanii (PA) ta dasza

omactaoi kpusu (BK®). KnonanpHa XxpoMocomHa eBodrolist B KiiThHax 0e3 1(9;22) onumcana y
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HEBEJIMKOI KUTHKOCTI TAIliEHTIB Ha eTamax JiKyBaHHs iHTiOiTOpamu TuposmHkinaz (TKI). Ha gac
BCTaHOBJICHHS AiarHo3y XMJI 10 rpynu HeCHpUsATIMBOrO MPOTHO3Y Mepediry BiTHOCATH JOAATKOBI
aHomatii y kioHi 3 t(9;22)(g34;q11), a came: tprcomii xpomocom (8, 17, 19, 21): +8, +17, +109,
+21; monocomist xpomocomu 7 (-7), menemis (BTpara T'€HETHYHOIO MaTepiany JOBroro Iuicda
xpomocomu 7 (del(7q)), izoxpomocoma mosroro micua xpomocomu 17 (i(17)(gl0)), mnoxigHa
xpomocomu 22 (der(22)), mo yrBopmiiachk B pesynbrati £(9;22), a Takoxx aHOMaiii JOBroro jieda
xpomocoM 3026 ta 11923 (NCCN, 2025) (9).

PexomenioBaHMi nmepesik reHeTHYHUX TOCHIKeHb Ha pI3HUX eTamnax teparii XMJL.

Taomauus 3.1.1 I'eneruuni gocaimxenns npu XMJI (NCCN, 2026) (7)

Metoan Pexomengamii
JOCTIIKeHH S
KapiorunyBanus * Ha Yac BCTAHOBJICHHS J1arHo3y;

* BIJICYTHICTb BIJIITOBIJII HAa TEPAITifO;

* Oyzb SIKi O3HAKH BTPATH T'€MaTOJIOTIYHOI BiIIOBIII;

* Oyzib-5IK1 O3HAKH BTPAaTH MOBHOI IUTOT€HETUYHOI BiMOBiA1 a00
MOJIEKYJISIPHOI BiJIMOBii, III0 BU3HAYA€EThCSA sIK 30unbIeHHst BCR::ABL
TpaHCKpUITY 110 >1%);

FISH * Ha Yac BCTAHOBJICHHS J[1arHO3Y, SKILO0 HEMOXXJIUBO BUKOHATH
KaploTUITyBaHHS;
* MOHITOPYBaHHS BIJINOBI/1 JUIsl aTUIIOBUX TPAHCKPUIITIB;

3T-IIVIP * Ha Yac BCTAHOBJICHHS J1arH03y (BU3HAYEHHS TPAHCKPUIITY ISt
MOHITOPYBaHHS);

* KOkHI 3 Micsi micns movarky tepamii. [licns nocaruennss BCR::ABL1
=1%, KOXHI 3 MiCSIIIi BIPOIOBXK 2 POKIB Ta KOKHi 3-6 MiCSIIiB TiCIIS;

* 11pu 30U1b1IeHH] TOKa3HUKIB BCR::ABL TpaHCKpUIITY, HEOOX1THO
Buxkonysatu [1JIP 1-3 micsi

CexBeHYBaHHA * BU3HAYEHHS COMAaTUYHUX MYyTalliil pu pe3uctenTHocTi a0 teparii TKI.

Tabnuus 3.1.2 Kpurepii Bu3HaueHHs ¢a3u 3aXBOPIOBAHHSA BiANOBIAHO 10
WHO, 2022 (1) Ta ELN 2025*(10)

Xponiuna ¢a3za da3a akcesaepauii BaacrHa ¢aza
WHO | 6mactu (ITK Ta KM) <20% * 6nactu (I1K abo
2022 InaMKaTOpU BUCOKOIO PU3HKY - KM) >20%

HA MOMEHT BCTAHOBJICHHA * eKCTpaMenyJsipHa
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AiarHosy: npounideparis

* BHUCOKHI1 0a 3a IIKaJIo0 OnacTiB
ELTS** * CIIpaBKHI

» onactu (ITK Ta KM) 10-19% nimpobnacTu B

* 6azodimu [1K >20% [1K a6o KM

* XpPOMOCOMHI Iepe0y10Bu: (HaBITH SAKIIO
anomaiii 3926.2, -7, 1(17q) Ta <10%)

CKJIQJTHUN KapiOTHII

* CKYITYEHHS MaJIUX
MerakapionuTis 3 Gidpozom

IHIMKATOPH BHCOKOTO PU3HKY

i yac JiKyBaHHA:

* BIJICYTHICTh TIOBHOT
reMaToJIOTIYHOI BIAIIOBIAl HA
nepuriit il TKI

* pesucrenTHicTh 10 TKI apyroi
reHepariii (Ko He MoB's3aHa 3
myTamiero BCR::ABL1)

* II0sIBa TOJATKOBHUX
XPOMOCOMHUX aHOMAJTil

 cxiangai mytanii B BCR::ABL1

ELN onactu (IIK ra KM) <15% * omactu (IIK a6o KM) 15— | « 6mactu (ITIK a6o
2025 29% KM) >30%
* 6azodinu IIK >20% * eKcTpamenyJisipHa
* TpombonuTu <100 X npostieparrist
10%11, He moB'sI3aHi 3 O1acTiB
Tepaniero

* OJATKOBI aHOMATIT
XpOMOCOM, 10 BUHUKIIN
BIIPOJIOBXX Teparii

[Tpumitka: * ELN - €Bponeiicbka Meperka JielikeMiit
** 33 mikasor €Bporneiicbkoro Topapuctsa 3 JikyBanHs jeiikemiii (NCCN, 2026) (9)

Tabmurs 3.1.3 Kpurepii reMaTos10TivHO, HHTOTeHETHYHOT TAa MOJIEKYJISIPHOI BiagnoBixi

(NCCN, 2026) (9)

T'emamonociuna 6ionoeios

IToBHa remarosIoriyHa BiAIIOBIIb * moBHa HopMadizaiist komrnoHeHTiB [IK 3 nelikonuramu
10x10%m,

* BMICT TPOMOOIIUTIB <450x 10%7,

* BIJICYTHICTb HE3PUIMX KJIITHH TaKUX SIK MI1€JIOIUTH,
npomienonutu abo 6iactu B 1K,

* BIJICYTHICTh O3HAK a00 CUMIITOMIB CIIJICHOMETaJlii.
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Humozenemuuna 6ionogion

MIOBHA IIUTOT€HETHYHA BiJIOBI/Ib BizicyTHi Ph-mo3utuBHI MeTada3sHi MIaCTHHKH
BEJIMKA [IUTOr€HETUYHA BiAIIOBIIb 0-35% Ph-no3utuBHUX MeTaa3sHHUX MIACTHHOK
YaCcTKOBA LIUTOI€HETUYHA BIIIIOBIIb 1-35% Ph-no3utuBHEX MeTada3HuX MIACTHHOK

MiHiMaJlbHA [IMTOTCHETHYHA BiAMOBiAL | >35-65% Ph-mo3uTuBHMX MeTadhasHUX IIACTHHOK

Pieni monexynapnoi sionosioi BCR::ABL1 (International Scale):

eKBiBaJICHT NIOBHOI 1iuToreHeTnyHO1 pemicii (CCyR) <1%
3Ha4YHa MOJIeKyJ/spHa Biamosias (MMR) <0,1%
sHmKeHHs Ha 4 10 Bix crangapTu3oBanoro 6aszosoro pisus IRIS (MR4) <0,01%
3HWKeHHs Ha 4,5 10g Bix cranmpapruzoBanoro 6azosoro pieas IRIS (MR4,5) <0,0032%
3HKeHHs Ha 5 109 Big cranmaprusoBanoro 6a3osoro pisas IRIS (MR5) <0,001%

3.2 CipaB:kHsI moJIiuTEMist

Yacrora peecTpamii aHomalii XpOMOCOM Ha 4Yac BCTAHOBJICHHS [1arHO3y CIPaBXKHS
nominutemiss (CIT) cranoButh 14-20%, mnpubmuszno 20% y X, a y DA - 45-90%.
KapiorumyBanus npu CIT Mmoxke OyTr BukoHaHO sk Ha KiitnHax [1K, tak 1 KM.

Cepen aHomaltii XpoMocoM Ha vac BcraHoBjeHHs miarno3y CIT omucani del(20q), +8, +9,
del(13q), del(12p), +1g. HastBHicTh aHOMAJTIHi XpOMOCOM TiIBUIIY€E PU3UK MPOrPecii Ta 3HUKEHHS
3arajgbpHOl BrokuBaHOCTI (3B). ¥V mporpecii 3aXBOpIOBaHHS PEECTPYIOTHCSA CKJIAAHI KapiOTHITH, B
sKkuX Haiuacrtime peectpytotbes del(5q), -7/del(7q),-17/del(17p)/ add(17p), -18. Oanak, >xoxHa 3
nux aHomainii He € cnenudiynoro st CII, Tak K BOHM TaKOX peecTpyroThes npu iHmumx MITH,
M/IC Tta roctpiii Mienoinnii neiikemii (I'MJT).

FISH nocnmimkeHHS BHKOPUCTOBYETHCS SK TOJATKOBUH METOJ A0 KapiOTUITyBaHHS s
OTpUMaHHS KUIbKICHOT 1H(popMalli mpo po3mip kioHy. OJHaK, el MEeTO] BUKOPUCTOBYETHCS IS
BU3HAYCHHS MEBHUX XPOMOCOMHHMX aHoMamiid, Hampukian takux sk BCR::ABL1 Ta me moxe
3aMIHUTH KJIACUYHE IUTOTEHETHYHE JOCIIKESHHS.

MorneKyasipHO-TeHEeTHYHI JIOCHI/DKEHHS BKJIIOYalOTh BU3HAYEHHS MyTaliii B reHax JAK2
V617F, JAK2 exon 12. Myraris JAK2 V617F B ex3o0ni 14 BusiBnserscst y 95% Bumankis. Skmio ii
HE BHSIBIIEHO, TOJII y pemtn 3% BUmMankiB MoximBa mytamis y JAK2 exon 12. Myranis JAK2
peeCTpyeThes y 3HaUHOMY BifcoTKy marfienTiB 3 CIT (>95%), ane He € cnierudivHoro.

Busnauenns myrtaniii reniB JAK2, CALR i MPL € pyTWHHUM AiarHOCTHYHUM aJTOPUTMOM.
Sxiro myTarii He BUABIIEHI, PEKOMEHIOBAHO MOCIIIPKEHHS Ha BUSBICHHS 1HIINX «HE-TpaliBEePHUX»

MmyTarii, cepen sskux reHu ASXL1, IDH2, SRSF2 maioTh HecipusATIUBE MPOTHOCTUYHE 3HAYCHHSI.
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Tabnuus 3.2.1 Yacrora Ta kiiniuHe 3HaueHHs renHux myTtaniii* (NCCN, 2026) (7)

I'enn Yacrora, % Kainiune 3HayeHHsI
JAK2 V617F (ex3on 14) [>95
JAK?2 ex3on 12 3
MPL 0
CALR 0
TET2 10-20
DNMT3A 5-10
IDH1/2 1-2 BIUITMB Ha JIEWKEMiYHy TpaHchopMallito, mporpecis y
noct-11B, Mienogiopo3, BUKUBaHICTh
ASXL1 2—7 BILTUB Ha JIEHKeMIYHYy TpaHc(opMallito, BUKHBAHICTb
EZH2 1-2
SRSF2* <2 BILTUB Ha JIEHKeMIYHYy TpaHc(opMallito, BUKHBAHICTb
SF3B1 2-3
U2AF1 <2
RUNX1 <2 BILTUB HA JIEHKEMIUHYy TpaHCcopMaIlio
TP53 <2 BIUIMB Ha JICHKEMI4YHYy TpaHC(HOpMAIIifo

[TpumiTKa: HaABHICTH MYyTallill € OHIEIO 31 3MIHHUX, SIKi BPAXOBYIOTBCSl Y CUCTEMaX PO3PaxyHKY KITiHIYHOTO
pusuky (MiKHapoIHa MPOTHOCTHYHA CHCTEMA OIIHKU MiesonponidepatuBHUX HOBOyTBOpeHb (MIPSS-PV))

((NCCN, 2026) (7)

3.3 EcenniajbHa TpoMOoLHTEMIist
YacroTa peecTpallii aHOMaJii# XpoMOcoM TpH eceHmiaibHiii Tpombonutemii (ET) cTaHOBUTH
7% Ta BKJIIOYAE KUTBKICHI Ta CTPYKTypHI aHomamii xpomocom: +8, +9, -Y, del(20q), del(5q),
del(3p), del(13g). Brpara crateBoi xpomocomu Y — HaIEKHUTh IO TPYIH HECTIPHITIUBOTO
[IUTOTEHETUYHOTO MPOTHO3Y Ta acolii0BaHa 3 HU3bKOIO 3aralbHOI0 BUYKUBAHICTIO.
Cepen MOJEKYISIPHO-TEHETUYHUX JIOCIIHKeHb MPOBOMATH BH3HAUeHHs MyTalliii reniB JAK2

V617F, CALR Ta MPL.

Ta6muus 3.3.1 Yacrora Ta kiiHiuHe 3HaveHHsi renHux myTtaniii* (NCCN, 2026) (7)

I'enn Yacrtora, % Kainiune 3HaueHHs
JAK?2 55
MPL 5-7
CALR 25-30
ASXL1 5-10 HECIIPUATINBUI
SRSF2 <2 HECTIPUSATINBUN
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SF3B1 2-5 HECIIPUATINBUI
U2AF1 <2 HECIIPUATINBUN
RUNX1 <2 HECIPUATINBUN
TP53 <2 HECIIPUATINBUN

[TpumiTka: HasSBHICTH MyTalill € OHIEIO 31 3MIHHUX, AKi BPaXOBYIOTbCA y CUCTEMax pPO3paxyHKY KIiHIYHOTO

pusuxy (MIPSS-ET) (NCCN, 2026) (7).

3.4 llepBunHnuii mie1ogiopos
Yacrora xpomocomHux aHomaniii npu [IM® cknanae 30% Ta, B OCHOBHOMY, IpEJCTaBICHA
He30anmancoBaHuMH niepeOynoBamu. JKomHa 3 1ux aHomaunid He € cnerudiunoro 1t [IM® Tta
peectpyethes npu iHmmx MITH ta M/JIC. [Ipote, xpoMocoMH1 aHOMaii BiirpaloTh BaXKIUBY POJIb
y crpatudikaiii pu3uKy Ta BUOOPY TAKTHKH JIKyBaHHSI.

FISH mocnimkeHHs MOKITMBO 3aCTOCOBYBATH 32 HEOOX1THOCTI.

Ta6mnunsa 3.4.1 Ipynu uurorenernynoro nporuosy npu IIM®*(NCCN, 2026) (7)

I'pynu nporuo3sy AHoMaJI1ii XpoMocom

HeCNpHUSATIUBA OyIb-sIKUI aHOMaJIbHHUM KapiOTHI 3 OJUHOYHUMH aHOMallisiMu, okpim: 20Q-,
13g-, +9, Tpancnokanist/ xymiikaiis xpomocomu 1, abo BTparta abo
aHOMaJTii cTaTeBoi XpoMocomMu Y

ayKe ONIMHOYHI/MHOXKHMHHI ~ aHomami -7,  i(17q),  12p-/del(12)(q11.2),
HEeCHPpUATINBA inv(3)(q21q26.2), 11q-/del(11)(gq23), Tpricomii XpoMOCOM, 110 HE BKIIOYAIOTh
+8, +9 (manpuknazn +21, +19)

[IpumiTka: HasIBHICTb aHOMAaJIIF XPOMOCOM € OJIHIEIO 31 3MIHHHX, SIKI BPaXOBYIOTBhCSl Y CHUCTEMax
po3paxyHKy kiiHiyHOro pusuky (MIPSS-70+, JluHamiyHa MiXXKHapoJgHa CHCTEMa OI[IHKH MpH
mienodioposi (DIPSS-PLUS)).

MoJteKyIsIpHO-TeHETHYHI JIOCIIDKSHHS BKJIFOYAlOTh BU3HAYCHHS MyTariii B TeHax JAK2
V617F, CALR ta MPL. MyTanis JAK2 V617F peectpyerbes npubmmsao y 60% marnientis, CALR —
y 25-35%, MPL — 5-10%. ITamieHTH 3 «TpUUi-HETATUBHUM) CTaTyCOM MAIOTh IIJBUILEHUI PU3MK
po3sutky I'MJI. Myranis reny CALR tuny 1 6inemnr npuramanHa juist nanieHtiB 3 [IM®, Hix

MyTallisl TUITY 2 Ta acolliiioBaHa 3 OLIbII COPUSTINBUM IPOrHO30M, HIK 1HIII MyTallii.

Tabauus 3.4.2 Yacrora Ta KiiHiuHe 3Havenns myraniii B renax npu [IM®*(NCCN, 2026) (7)

I'enn Yacrora, Kainiune 3HayeHHs
%

JAK2 M617F 60 [MPOMDKHUI MPOTHO3 Ta MIABUILIEHUN PU3UK TPOMOO3y MOPIBHIHO
3 narientamu 3 myTauieto CALR tumny 1

MPL W515L/K  [7-10 MPOMDKHUI MPOTHO3 Ta MIABUIIEHUN PU3UK TPOMOO3Yy TOPIBHSIHO
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3 narientamu 3 myTauieto CALR tumny 1

CALR 20-30 nokpamnieHa 3B Ta HU3BKUMNA pHU3UK TpPOMOO3y TOPIBHSAHO 3
myTartiero JAK2 ta «rpudi-HeratuBamity [IM®. [lokpamiena 3B
« CALR1 nopiBHsHO 3 MyTanieto CALR tumy 2.
« CALR2 3umkena 3B nmopiBasHo 3 myTaniero CALR tumy 2.
ASXL1 15-35 BHUCOKHMI pHU3MK, acolilioBaHa 3 HU3KOI 3B, BkuBaHICTIO 0€3

JeiiKeMili Ta BWDKMBAHICTIO 0€3 JICMKEeMIill Mmiciisi TpaHCIUTaHTaIlii
remonoeTHuHUX cToBOYpoBuX KiiTHH (TT'CK)

EZH2 7-10 BHCOKHI PU3UK acOIIHOBaHU 3 HU3bKOIO 3B

RAS HECTIPUSATIMBUI IPOTHO3 acOliOBaHUH 3 HU3bKOIO 3B

IDH1/2 5-6 BHCOKHIH PHU3UK acolliiioBaHui 3 HU3bKow 3B 0e3 neiikeMiil Ta
HIKYOK0 BIDKMBAHICTIO 0€3 MPOTrpeCyBaHHs 3aXBOPIOBAHHS IiCIIs
TI'CK

SRSF2 6-14 BHUCOKHI PH3UK acoliioBaHuil 3 HU3bKOIO 3B, BmkmBaHiCTIO O€3
neiikeMiit

TP53 4-5 HECTIPUSATIIMBUI MPOTHO3 acOLIHOBAHUHN 31 30UIBIIEHUM PU3UKOM
nelikeMiuHOi TpaHcopmarii

U2AF1 7-10 HECHIPUSTIUBUN MPOTHO3 acoliifoBaHuil 3 HHM3bKOI 3B micns
TI'CK

U2AF1 Q157 acoriiioBano 3 Hu3bK010 3B MOPIBHIHO 3 MyTalli€lo
U2AF/ 134 a6o nemyroBanum U2AF1

DNMT3A 8-12 HEBCTAHOBJIEHUI MPOTHOCTUYHUN €EeKT, MPoTe
aconiiioBanuii 3 Hu3bkor0 3B micas TI'CK

[TpumiTKa: HasIBHICTh MyTalllll € OJHIEIO 31 3MIHHUX, K1 BPAXOBYIOThCS Y CUCTEMAaX PO3PAXYHKY
kiiHiuHOrOo pu3uKy (MIPSS-70, MIPSS-70+, BropunHuit mienodiépo3 Bignocuo [IM® ta ET -
nporHoctuyaa mozens (MYSEC-PM)).

3.5 XponiuHa HeiiTpodiibHa JeiikeMist

Ha vac BcTaHOBICHHSI [iarHO3y XpOHiYHA HeHTpodinbHa neiikemis (XHJI) anomanii xpomocom
CIHIOCTEpIraloThCsl y HEBEJIMKINA YacTHHI Malli€eHTIB 1 OUIbII YacTO Ha eramax 3axBOPIOBaHHS 3a
PaxyHOK KJIOHAJILHOTO MPOTPECy 3aXBOPIOBAHHSI.

Cepen anomaniii peectpyrorbest +8, +21, del(11q) ta del(20q). Haifyacrime onucyooTh
anomamnii del(7q), -17, rerparmuoigito xpomocomu 21, + 7, +8 1 +9, t(1;20), nenemnii xpomocom Y, 6 i
15, add(15p).

3aranbauilt MyTtauiiHuit npodine XHJI mocuTh cX0XHil HAa XPOHIYHY MI€JOMOHOLIMTApHY
nerikemito, MJIC/MIIH 3 neittpodimiero Ta MIAC/MIIH neknacudikoBaHe IHIIMM YHHOM, 3a
BUHATKOM peectpanii mytauii CSF3R, sxi yacrime 3ycrpivatotrbes npu XHII (>60% mpu XHII
npotu <20% npu MJIC/MIIH 3 HeltTpodiinieto).

MyTariii, siKi TOB’si3aHI 3 KJIOHAJIBHHUM TI'e€MaToONoe30M, € IOIMUPeHUMH. Maibke B yCIX

BUIAJKaX crioctepiraeTbcs Mytailist B rerax ASXL1 (70-80%), TET2 (10-20%) ta/abo DNMT3A
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(5-20%). Inuni yacti MyTarlii CTOCYIOTHCSI T€HIB, 110 BIUIMBAIOTh Ha MPOJi()epaTuBHY aKTHBHICTh
(mampuknan, CSF3R, CBL, JAK2, NRAS, PTPNL11), cmnaiicunr (mampukian, SRSF2, U2AF1,
U2AF2, SF3B1, ZRSR2), daxropu tpanckpunuii (CUX1, GATA2, RUNX1), depmentn (ETNK1),
emirenernuni peryastopu (SETBP1, EZH2) ta peryastopu posxomkenas xpomocoM (STAG2).
Bunaaku 3 HasBricTiO MyTanii reHa ASXL1 onwucyroTbesl SIK MPOTHOCTHYHO HECTPHUATIWBI Ta
BPAaXOBYIOTBCS SIK KPUTEPiil OLIHKK B CUCTEMI PO3PaXyHKY IpyIH KIiHIYHOTO pu3HuKy. HaToMicTh y
MaIi€eHTiB 3 MyTalliero cToBOypoBoi JiHii CSF3R kpaia BUyKUBaHICTh MOPIBHSIHO 3 MAIIEHTAMHU, SIKi
MarTh COMaTHYHI MyTallii.

XHJI TicHO, ame He BUKIWOYHO, MOB’s3aHa 13 MmyrtamisMu CSF3R, sKi € KIIOYOBUMH
JTIarHOCTUYHUMHU O3HAKaMH, MIPOTE HE CHEHU(IYHIUMH, TOMY IO IIi X MYTaIlil peecTpyIOThCS MPH
MIAC/MIIH 3 wneiitpodimiero. Buxoasun 3 1poro, peKOMEHIYEThCS TECTyBaHHS Ha BapiaHTH
mytaniii CSF3R, 6axkano B ckiazi OUTbII KOMIUIEKCHOI MI€IOiqHOI MaHeml, A BCiX MAIl€HTIB 13
nigo3poro Ha XHJL.

MIIH HeBW3HaYeHi € PiIKICHUM MiATHIIOM, IO MMEPEBaKHO BKIIOYAE IAIIE€HTIB, SKi HE BIAMOBINAIOTH
MarHOCTHYHUM KpUTEpisM KoHKpeTHoro miaTumy MITH, abo THX, y KOro € 03HaKH, 110 MEePEeKPUBAIOTHCA 3
>2 migTunamu. BifgbImicTe MamieHTiB MaroTh MO3WUTHBHHN pe3yibTar Ha JAKZ2 V617F, CALR aGo ixmm

myTauii mienoinuoi ninirocti (NCCN, 2026) (7).

3.6 XpoHiuHa eo3uHOdiIbHA JelikeMis

Jnst xpoHiuHOT eo3uHO(inbHOI Jelikemil (XEJI) He BusiBieHi crierudivyHi aHOMaii XpOMOCOM.
Onnak, BUKOHAHHS KapiOTHIyBaHHS MOXe OYyTH Ba)XJIMBUM Il BUSIBJICHHS KJIOHAJIBHOCTI,
JIEMOHCTPYIOUH IIUTOI€HETHYHI 3MIHH, IO J03BOJIsiE€ AMpepeHLioBaTH ii BiA 1110MaTHYHOTO
rinepeosunodinbHoro cunapomy (I'EC). OmmcanHo pi3HI KUIBKICHI Ta CTPYKTYypHI aHOMaii
XPOMOCOM, sIKi TakoX peecTpyrorhest npu iHmmx MITH (manpukman, +8, -7, i1(17q), del(13q) ta
del(20q), a Takox aHoMaii xpomocoMu 1, ckiaaHi kapioTunu). JIogaTKOBO Ha eTarli JiarHOCTHKU
BUKOPHUCTOBYIOTh aHaniz FISH ab6o IIJIP, ans BUKIIOYEHHS HAsSBHOCTI MIi€NOITHUX/TIMQOiTHUX
HOBOYTBOpEHbB 3 €03uHOdiTIcI0 Ta mepedynoBamu Tupo3uHkinasz: renu PDGFRA, PDGFRB, JAK2,
FGFR1, FLT3 um ETV6::ABL1l. Yepe3 Benuky KiJbKICTh TI'€HIB-IAPTHEPIB 3aly4E€HUX JI0
nepedynoB, anani3 FISH € Ginpmn mupmmm, HiXk MOJIEKYJISIPHO-TEHETUYHI JOCITIHKEHHSI.

MOHCKyHHpHO'FeHeTI/I‘lHi ,Z[OCJ'IiZ[)KeHH?I npu XEJI BUKOPUCTOBYIOTBCA 3 MCTOKO BCTAHOBJICHHSA
KJIOHAILHOCTI Ta BUKIIFOUEHHS 1HIIMX T€MaTOJIOTIYHUX HOBOYTBOpeHb. Jlns BukmouenHs ['EC BUKOHYIOTh
netekiito mytanid B renax KIT p.D816V, JAK2 p.V617F, JAK2 ex3on 13 ta STATS5B p.N642H, ski
3ycrpivaroThes y 1-4% Bunaikis 3 rinepesunodimiero, myranii STAT5B —y 15% npu XEJI (NCCN, 2026)

(7).
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3.7 FOBeHiIbHA Mi€JIOMOHOUMTAPHA JIeliKeMist
[OBeninbHa MienoMmoHouuTapHa seiikemis (FOMMIJI) — mienonposidepaTuBHE HOBOYTBOPEHHS,
SKE€ TOXOJHUTh 3 TEMOIOECTUYHHUX CTOBOYPOBHMX KIITHH | BHHHMKA€ B PAHHBOMY IUTSUOMY BiIIi.
Hiarno3 FOMMJI MoxHa BCTAaHOBUTH NUISIXOM TIO€HAHHS KIIIHIYHUX, JIA0OpaTOpPHUX Ta
MOJIEKYJISIPHO-TEHETUYHUX KPUTEPIiB.
JliarHoCcTHYHI KpUTEPii BKIIOYAIOTh:
1) uMTOreHeTHYHI METOIM: BUKIOUeHHS iepeOynoB reHa KMT2A Ta MmoHOocoMii 7
(peectpyetbes B 25%);
2) MOJICKYJISIPHO-TEHETHYHI METOIM: AeTekilist myTariii B rerax PTPN11 (50%), SOS (10%),

KRAS (<5%), RAF (<5%).

I'enernuni anomamii mpu FOMMII BimirparoTh BaXKJIUBY pOJIb y CcTpaTHdikamii pu3uKy Ta
TEPANEeBTHYHUX MIX0AaX, IPH [IbOMY BHITQJK{, CIIPUIMHECHI COMATUIHUMH MYTAIISIMH 32 yYacCTIO
PTPN11 Ta mnaroreHHUMH BapiaHTaMd y CTOBOYpPOBHX  KJITHMHAaX, TIOB’S3aHHUMH 3
HelipodiOpomaTo3om tuny 1, € HallarpecuBHimmMu Tunamu. Brmouenns KOMMII y kareropito
MIIH BinoOpaskae itoro monB rpyni B-KIiTHHH U- eKyJIsIpHUN aTOreHe3 Ta MiAKpecToe GakTUIHY

BIJICYTHICTb IIPOSIBIB CIpaBXHBOT MiejoauciiIasii y npomy 3axsoproBanui (NCCN, 2021) (8).

4 Mienoinni/aimM¢poiaHi HOBOYTBOpPeHHS 3 €03UHOIIi€I0 | 3TMBHUMHU reHAMM THPO3UHKIHA3

MienoigHi/niM@oinHi HOBOYTBOPEHHS 3 €03MHOQUIIEI0 1 3JIMBHUMU T€HAaMHU THPO3HMHKIHA3
(MJIH-TK) — wmienoigni a6o miMQoiaHi HOBOYTBOPEHHS 13 3alydyeHHSM TIeHIB, L0 KOAYIOTh
cneundiyHi THPO3UHKIHA3H, B SKUX JOMEH KiHa3 aKTUBOBAHO KOHCTUTYTHBHO, L0 MPU3BOAUTH JI0
neperyisnii mpomoTopiB mpomideparii i BrkuBaHHs. Lli 3axBoproBanHs BCR::ABL1-HeratuHi
JTaBHO B1JIOMI 3aBJSIKHM CBOIM XapaKTEPHUM KIIIHIKO-TIATOJIOTTYHUM OCOOJIMBOCTSAM 1 UyTJIUBOCTI J10
1HT10ITOPIB THUPO3HMHKIHA3. BOHN OXOIUTIOIOTH MIMPOKHUHA CHEKTP TiCTOJOTIYHUX THUIIB, BKJIIOYAIOUU
MITH, MJIC, MJIC/MITH, I'MJI ta roctpoi seiikemii 3mimianoi niniiiHocTi (I'JI3J1), a Takox roctpy
aimdoonactry neiikemiro (I'JIJT). Xoya eo3uHoDiIis € 3arabHOI0 Ta TOMITHOIO 03HAKOI0, Y JCSIKUX
BUIIAJIKaX BOHA MOXe OYyTH BIICYTHS. Y JI€SIKHX BUIIaJKax BU3HA4YalbHI reHeTH4Hi anomanii MJIH-
TK naOyBaroThbcs miJ yac nepediry MienoilHuX HOBOYTBOpeHb, Takux sk MJIC a6o MZIC/MIIH,
abo Ha MmoMeHT TpaHchopmariii MITH.

[Tpu MJIH-TK peectpyroThes nepeOynosu i3 3amyuennsm reHie PDGFRA, PDGFRB, FGFR1,
JAK2, FLT3.

JliarHOCTHYHUI aNTrOpUTM BKIIIOYAE:

1. FISH nocnimkenns abo I1JIP B [IK Ha netexiito anomaniit i3 3amyueHHsM PDGFRA,;
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2. migrBepmkytounii FISH (IIK un KM) npu BusBIEHI aHOMallii XpOMOCOM TIpH
KapioTunyBaHHi Ha Touyku po3puBiB: 4ql2 (PDGFRA), 5q31~33 (PDGFRB), 8pl1~12
(FGFR1), 9p24 (JAK2), 9934 (ABL1), 13912 (FLT3).

3. NGS wienoinna nanens: ASXLI, BCOR, EZH2, RUNXI, SF3B1, SRSF2, STAG2, U2AF1
ta/ado ZRSR2, TP53

OxpiM TOrO, 3alydeHHS TMepeOdyAOoB IMX TEHIB TaKOX pEECTPYIOTh IPH HACTYIHHX

HOBOYTBOPEHHSIX:

1) nepedynou FGFR1 — 1(8;9)(p11;933) (~15%), 1(6;8)(927;p11) (~10%); (XEJI, bd-MII3, I'MJI
3 eosuHODTIERO, pinko T-kimituana ['JUI);

2) PDGFRB  (xponiuHa  MiesomoHommTapHa  Jeiikemis, MJC/MIIH, IOMMIJ) -
t(5;12)(q31~q33;p13) ETV6::PDGFRB a6o Tpancokaiiii i3 3amydenusam 5q31-33;

3) FIP1L1 (MII3 3 eo3unodimiero, 'MJI, B- i T-knitunni '/ aimdoma, 3JITJT);

4) JAK2 (MII3 3 ecosunodimiero, MJC/MIIH, TJIJI abo I'MJI) - 1(8;9)(p22;p24.1),
1(9;12)(p23;p13), 1(9;22)(p24;911);

5) FLT3 a6o ABL1 (mepudepuuna T-kmituaaa agimpoma abo T-mimdobraactHa mgimdoma) —

£(9;12)(q34:p13.2) ETV6::ABL1 (NCCN, 2026) (11).

5 MienogucniacTU4Hi HOBOYTBOPEHHS

Mienoaucruiactuuni HoBoyTBopeHHs (M/IC) — rpyma HOBOyTBOpEHb MIi€JIOITHOI KIOHAIBHOT
remMomnarii 3 BIJHOCHO HEOJHOPIJHUM CHEKTpoM TmposBiB. JliarHOocTMKa Ta cTpaTH]iKalis
3aXBOpIOBaHHS 0a3yeThcsl Ha 6ararbox (hakTopax, BKIIOYAKOUM KIIiHIUHI aaHi, Mopgoiorito 1K Ta
KM, npoTouHy HUTOMETPit0, TEHETUYHI JOCITIJIKEHHS.

[Miatumu M/JIC rpynyroTbes K Ti, IO MalOTh BU3HAYEHI M€HETHYHI aHOMaii, Tak 1 Ti, IO

BU3HAYAIOTHCS MOPQOJIOTIUHO.

Tabmums 5.1 Knacugikanis MJAC 3 BU3HAYeHUMH reHETHYHUMH aHOMAJIiIMU*
(NCCN, 2026) (12)

Ho3zoaoriuna popma | baacru [uToreneruka MyTramii

del(5g) a6o 3 onHiero
<5% KM | 1o1aTKOBOIO
ta <2% | aHoMaJiero (3a

MJIC 3 HU3BKHM
BICOTKOM OJIacTiB Ta
130JILOBAHOIO JIEJIEIICI0

59 (MAC-5q)

[1IK BUKJIIOUCHHSIM -

7/del(7q)
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MJIC 3 HU3BKHM
BIZICOTKOM OJacTiB Ta BizcyTHicTh del(5Q), -
MYTaIli€o 7 abo CKIIaaHMIA SF3B1
SF3B1** (MJIC- KapioTHII
SF3B1)
nBi 200 Oinbie myTariiii rena 7P53
M/IC 3 GianenbHOIO <20% a00 oHa MyTaIlis 3 IOKa30M BTPaTH
iHakTHUBaricw TP53 KM ta 3aBXKIU CKJIagHUN KiIbKOCTI Komiit 7P53 uu BTpara
(MIC-biTP53) ITK reTepPO3UrOTHOCTI 0e3 3MiHU
kiapkocti komii JTHK (cnLOH)

[Mpumitku: * xknacudikamis WHO, 2022 (1)
** puznadueHHs >15% kinbreBux cuaepobiactie (KC) Moxe 3aMiHUTH TeCT
Ha HasBHICTH MyTanii SF3B1.

Hapixxaum kameHnem giarHoctuku rnmpu MJIC e kiaoHanbHI nuToreHeTrnyHi anomaii npu MJIC,
ski de Novo peectpyroThes mpubau3Ho y 50% xBopux, npu BTOpuHHUX — y 80%. KombinoBaHe
BUKOPUCTaHHSA MpOTO4YHOI 1romerpii Ta FISH mokaszamo, mo OiTbIICTE IUTOT€HETHYHO
AQHOMAQJIIBHUX KJIITHH MICTHTBCA y (pakmii 30aradeHuX TreMOMOETUYHHUMH CTOBOYPOBUMH

KJIITUHAMU.

Ta6muus 5.2 I'pynu nuroreHernynoro nporuody npu MJIC (WPSS) (WHO, 2022) (1)

I'pynu nporuosy AHoMaJ1ii Xpomocom
CIPUATINBA IUTOTeHETHYHO HOpMallbHUI Kapiotur, -Y, del(5q), del(20q), nsi
anomautii Bkirovaroun del(5q)
NPOMiKHA 1HIII aHOMaTi{
HeCNPUATINBA >3 aHoMaiii XxpoMocoM abo aHoMalii XxpomocoMu 7

Tabnuis 5.3 I'pynu uutorenernunoro nporuosy npu MJAC* (NCCN, 2026) (12)

I'pynu nporuosy AHOMaJIil XpOMOCOM
AyKe CHPUSITIMBA -Y, del(11q)
CHPHUSATIUBA [urorenernuno HopmansHui Kapiotun, del(5q), del(12p), del(20q), nBi

anomautii Bkirouaroun del(5q)

NpoMiKHA del(7q), +8, +19, i(17q), Oynp-sKi iHIIII caMOCTiiiHI a00 MMO/BIiHI
He3aJIeKHI KIIOHH

HECNPUATINBA -7, inv(39/t(3;3)/del(3q), nBi anomauii Bxirouatoun -7/del(7q), cknaani
KapioTumu: 3 aHoMaJtii

Ay:Ke HECIPUATIUBA | CKJIAJHI KaploTUIU: >3 aHOMaii

[TpumiTKa: HassBHICTh aHOMAJIIi XPOMOCOM € OJIHMM 13 NMOKa3HUKIB, K1 BPaXOBYIOThCS B CHCTEMax
PO3paxyHKy KIIHIYHOTO PU3HKY (MiKHApoaHA cucTema npornoctuyHoi oninku (IPSS, IPSS-R)).
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MJIC y nmiTe# Ta MiAMITKIB — II€ KJIOHaJbHE HOBOYTBOPEHHS T'€MOMOETUYHOI CTOBOYpOBOi

KITHHA (10 18 pOKiB), sIKE MPU3BOAUTH 10 HEE(PEKTUBHOIO TE€MOIOE3y, IUTONCHIH 1 PHU3HUKY

nporpecii B 'MJI. Jleski uuTtoreHernuHi aHomanii, taki sk -7/del(7q) abo ckimagHuii KapioTu

noB’si3adi 3 pusukoM nporpecii B I'MJI 1 TumoBe JjikyBaHHS TOTpeOye TpaHCIUIAHTAIlil

FeMOTIOETUYHUX CTOBOYPOBHX KIIITHH, TOMI SK TMAIIEHTH 3 HOPMAJIbHUM KapioTHIOM abo

TPUCOMI€I0 XPOMOCOMH 8 MOXYTh IPOXOIUTH JIKYBaHHS 32 CTAHAAPTHUMH MPOTOKOJIAMH.

OxkpiM BUSBICHHS aHOMamniii xpomocoMm, mpu MJIC MOXIMBO BHKOHYBAaTH MOJICKYJISIPHO-

TEHETUYHI JTOCHIIDKEHHS Ha JCTEKIII0 COMAaTHYHUX MYTalliii B TeHax, mo acomiiioBani 3 MJIC Ta

MOXXYTb OyTH KJIIHIYHO KOPUCHUMH B KOHTEKCT1 3aXBOPIOBAHHS.

Ta6muist 5.4. I'enn, mo yacro 3aay4deni 10 comarnynux myranii npu MJIC (NCCN, 2026) (12)

Tenun Yacrora (%) Kainiune 3HaueHHs

TET2 20-25 acoIliioBaHWKA 3 HOPMAJbHHM KapioTHHOM. bigbm  4vacto
pPEECTPYEThCS. TpPH  XPOHIYHIA MIE€JIOMOHOUMTAPHINA  JeWKeMii
(XMMJI) (40-60%). Yacto mnpu KIOHAIBHOMY TI€MOIOE3i
HeBu3HaueHoro motenuiany (KI'HIT) ta kioHanpHa mMTONEHIs
HeBu3HaueHoro 3HaueHHs (KI[H3)

DNMT3A | 12-18 6iner yacto npu I'MJI, 30kpema mytanis R882. Yacro npu KI'HII
ta KIIH3

ASXL1 15-25 HE3aJIeKHO acOLiHOBaHUH 3 HECHPUATIMBUM IporHo3oM npu M/IC
ta XMMUJIL. binbur wacto nmpu XMMUJI (40-50%). Yacro mpu KI'HIT
ta KIIH3

EZH2 5-10 HE3aJIe)KHO acOI[IHOBAaHUMN 3 HECTIPUATIUBUM MporHo3om mpu MJIC
ta MJIC/MIIH. Binbm yacto npu XMMUJI (12%)

SF3B1 20-30 giTko acorifioBanuii 3 KC Ta Oinmpmr yacto 3 MJIC-KC (80%).
HesanexHo acoriiioBanuii 3 OL1b1I CIPUATIMBUM ITPOrHO30M

SRSF2 10-15 outbin  uvacta mnpu XMMJI (40%) Ta acomiiioBaHuii 3
HECTIPUATIUBUM ITPOTHO30M

U2AF1 8-12 acoliifoBaHuM 13 HECIPUATIMBUM IPOTHO30M

ZRSR2 5-10 acoIiOBaHUH 13 HECTIPUATIMBUM IPOTHO30M

RUNX1 10-15 HE3AJIEXKHO acolliiloBaHUi 3 HECHPUATIMBUM MporHo3oM npu M/IC

TPS3 8-12 HE3AJIEKHO acOI[iiOBaHUI 3 HECHPUATIMBUM HPOTHO30M. biibin
4acTO PEECTPYETHCS 3 KOMILICKCHUM KapioTuriom (50%) Tta del(5q)
(15-20%). Mose mepembauaTH PE3MCTEHTHICTH ab0 PEUUIMB Ha
Teparii JIeHaI1I0Mi10M

STAG?2 5-10 acoIiOBaHUH 13 HECTIPUATIMBUM IPOTHO30M

NRAS 5-10 acoIiHOBaHUN 13 HECHPUSATIUBUM IPOTHO30M, OCOOJIMBO Y
natienTiB 3 MJIC 3 Hu3bkuM pusukoM. binemr gacro npu XMMJI
ta KOMMII (~15%)

CBL <5 oinb yacto mpu XMMUJI (10-20%) Ta FOMMUIIT (15%)

NF1 <5 o gacro mpu XMMIJT (5-10%) ta FOMMUJI (30%) i gacto 11e
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repMiHaibHa MyTallis (MyTallist 3apOIKOBOT JIHIT)

6 I'ocTpa Jelikemist
6.1 I'ocTpa mieoigna Jeiikemist

[octpa mienoinHa neiikemist (I'MJI) — rereporeHHe HOBOYTBOPEHHSI KPOBOTBOPHOI TKAHWHH, B
OCHOBI PO3BUTKY SIKOTO € 3JI0sIKiCHa TpaHchopMallisi CToBOYpOBOi KpOBOTBOPHOI KIIITHHH: MYJIBTH-,
0i- a00 YHIMOTEHTHUX MI€JOITHUX KIITHH-TIONEPEAHUKIB MienoinHoi niHiiHOCTI. BignmoBigHo 10
HoBoi kiacudikanii WHO (2022) (1), ma mepiiomy piBHI pO3IJISIAIOTh 3aXBOPIOBAHHS, SKi
KJacu(iKoBaHI MEPEeBaXXHO HAa OCHOBI I'€HETHYHUX, F€HOMHHMX 1 MOJIEKYJIAPHUX XapaKTEPUCTHK.
Bu3HaueHHS KIIOHAJIBHUX KIUIBKICHEX Ta CTPYKTypHHX XpOMOCOMHHMX aHOMalii Ha dac
BCTaHOBJICHHS fiarHo3y ['MJI € BakiMBHM KpUTEpieM Ui MIarHOCTHKH Ta Kiacudikarii, siki HE
3anekartb BiJ MOPQOJOTIYHMX MiATUMIB 3axBopioBaHHA. CIIBCTaBIEHHS IMTOICHETUYHHX Ta
MOJIEKYJIIPHO-TEHETUYHUX XapaKTEPUCTUK 3 OCOOJMBOCTAMU KJIIHIYHOIO Mepediry 3aXBOPIOBAHHS
BIITBOPEHI B IPyIMax T€HETHYHOTO MPOTHO3Y Mepediry 3aXxBOPIOBAHHS, SIKi BAKOPHCTOBYIOTHCS IS
cTpatudikamii KIHIYHAX TPYI PU3HUKY, [0, CBOEIO YEPror0, BIUIMBAE HA BUOIP CTpaTeril JIIKYBaHHS.

Ornucana neBHa 3aJeKHICTh MK BIKOM Ta YacTOTOIO peecTpallii aHOMaliii XpoOMOCOM, a caMe:
4acTOTa Ta CIEKTP BUABJICHUX KIJIbKICHUX Ta CTPYKTYPHHUX Iepe0y10B, 0COOINBO HECTIPUSTIMBOIO
[UTOTEHETUYHOT0 MPOTHO3Y 30UIbLIYETHCS 3 BIKOM Malli€HTIB. B cBOIO yepry, mamieHTH BIKOM J10
39 pokiB, 3a3BMYall JAEMOHCTPYIOTh BHIIY YacTOTy peecTpalii IUTOI€HETUYHO HOPMAaIbHUX
KapiOTHUIMIB y MOPIBHIHHI 31 CTAPIIUMHU MALIEHTAMHU.

Jns Bcix Bumagkie ['MJI Ha yac BCTaHOBJEHHS J1arHO3y, SKIIO HE BUSBJICHO KIIOHAJbHY
AQHOMAJIIO 3a JIONOMOIOI0 CTAHJAPTHOIO LMTOT€HETUYHOIO JIOCHIKEHHS, MOTPIOHO BUKOHATH

FISH a6o ITJIP nocnimxkenns. HaBoaumo cydacHi Tpynu reHeTHYHOTo porHo3y nepediry I'MIJL.

Tabnuus 6.1.1 I'pynu renernanoro nporuno3y nepediry 'MJI (NCCN, 2026) (13)

I'pynu nporuosy [uToreneTu4Hi Ta MOJIEKYJISAPHI Mepedy10BH

CHpUAT/INBA t(8;21)(q22;922.1) RUNXI1::RUNXITI

inv(16)(p13.1922) a6o t(16;16)(p13.1;q22) CBFB::MYH11
myTtoBaHuit red NPM1 6e3 FLT3 abo 3 FLT3-ITD

bZIP myTarnis B reni CBFB

NMPOMIKHA t(9;11)(p21.3;923.3) MLLT3::KMT2A (panime MLL)
XpOMOCOMHI aHOMaJIii, Kl HeKkiacudikoBaHi sIK
CHPUSTIMBUIN a00 HECTIPUATIMBUNA TPOTHO3

mytaiii NPM1 1 FLT3; nuknii Tun NPM1 6e3 FLT3 a6o
3 FLT3-1TD (6e3 anoMaliii HECIIPUSTIUBOTO TIPOTHO3Y)

HecpusATIuBa/ t(6;9)(p23;q34.1) DEK::NUP214
AyKe HeCNIPUATINBA t(v;11q23.3) KMT2A4 nepebynosu
t(9;22)(q34.1;q11.2) BCR::ABLI
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t(8;16)(p11.2;p13.3) KAT6A::CREBBP
inv(3)(q21.3926.2) a6o t(3;3)(q21.3;926.2)
GATA2::MECOM(EVII)

1(3926.2;v) MECOM(EVI1) nepedynoBu

-5 abo del(5q); -7,-17/anomanii(17p)

CKJIQJTHUI KaplOTHII: >3 HEIMOB I3aHUX aHOMAJIIH
XpOMOCOM, 32 BUKJIIOUEHHSM T1IEePAUILIIOITHUX KaplOTHITIB
3 TPUCOMISIM TPHOX 1 OLIBIIIE XPOMOCOM 1 0€3 CTPYKTYPHHX
aHoMaJtii

MOHOCOMAJIbHUH KapiOTUI: MPUCYTHICTH JABOX 1 OibIIe
MOHOCOMIH PI3HUX XPOMOCOM (32 BUKITIOUEHHSIM BTPAaTH
crareBUX XpoMocoM X abo Y) abo onHi€el ayTOCOMHOT
MOHOCOMIT B KOMOiHaIli1 3 HE MEHIIIE OJIHI€T CTPYKTYPHOL
anomanii (BuxmoueHHss CBF-I'MJI)

mytauii ASXL1, BCOR, EZH2, RUNXI, SF3B1, SRSF?2,
STAG2, U2AF ta/abo ZRSR2, TP53

6.1.1 LluToreHeTH4Hi Ta MOJIEKYJIAPHO-TeHETHYHI aHOMAJIII PH rocTpiii MiesoiAHil Jelikemii
3 MicJIoaMcILIA3icI0

OxpeMoro TpyIor po3IJIsfAaloThes TeHeTHuHi aHomanii B rpymi I'MJI i3 o3Hakamu
mienoaucmasii (C'MJI-MJI). e tun I'MJI Bu3Ha4aeThes ik HOBOYTBOpeHHS 3 >20% OacTiB, 110
IPOSBIISAIOTH MIETOITHUM IMyHHUN (EHOTHUII 1 MAIOTh CHENM(IUHI HUTOTEHETHUYHI Ta MOJEKYJISApPHI
aromauii, mos’s3ani 3 MJIC, mio BuHukae de NOVO abo Ha TJi BCTaHOBJIEeHOTro momnepeanso MJIC
a6o MJIC/MIIH. I'eneTnuH1 0COOIMBOCTI BKIIOYAIOTh 3MiHM: 1) IUTOreHETHYHI nepeOy10BH Ta 2)
BBEJICHHS BU3HAUEHHS Ha OCHOBI MyTaliil 3a HabopoM 13 8 reHiB Ouibie 95% skux crnenupigyHO
peectpytothes npu I'MIJL, sika Bunukae micist MIC ado MJIC/MITH. [lns BcTaHOBJIEHHS J1arHO3Y
['MJI-M/]] neoOxiaHa HasgBHICTH OJHI€T 00 KUTPKOX IIUTOTC€HETUYHUX UM MOJIEKYIIPHUX aHOMAii,

3a3HaveHux y Tabmuii ta/abo icropis MJIC a6o MJIC/MITH.

Ta6murst 6.1.1.1 Tenernuni anomasnii mpu I'MJI-MJI (NCCN, 2026) (13)

CxuagHi KapioTumnu: >3 aHoMalliid XpoMOCOM

HesbanancoBani anomarii:
-7/del(7qg)/del(7q) B pe3ynbTaTi He30aIaHCOBAHOI TpPaHCIOKAIIi
-5/del(5qg)/del(5q) B pe3ynbTati He30aIaHCOBAHOI TPaHCIOKAITIi
i(17q)/del(17p)/del(17p) B pe3ynbTaTi He30aIaHCOBAHOT TPAHCIIOKALIIT
-13/del(130q)
del(17q) 11qg-
del(12p)/del(12p) B pe3ynbTaTi He30aTIaHCOBAHOT TPAHCIOKAIIiT
idic(X)(ql13)

30ana”HcoBaHi aHOMATIT:
t(11;16)(g23.3;p13.3)
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t(3;21)(g26.2;922.1)
t(1;3)(p36.3;921.2)
t(2;11)(p21;923.3)
t(5;12)(g32;p13.2)
t(5;7)(932;q11.2)
t(5;17)(g32;p13.2)
t(5;10)(932;921.2)
t(3;5)(925.3;035.1)

ComaTu4Hi MyTaIii:
ASXL, BCOR, EZH2, SF3B1, SRSF2, STAG?2, U2AF1, ZRSR2

6.2 I'octpa Jim¢od1acTHa JeiikeMist

['JIJI moxonutsk 13 aHoManbHUX B- a60 T-miHIHHUX KIITHH-MIONEPETHUKIB, 1 XapaKTePU3YETHCS
npordidepaniero He3pinux dimdoinaux kmituH B KM, TIK, a6o iHmux opranax. @akTopu pU3MKY
possutky ['JIJI BrirouyaroTh Bik >70 pokis, BiuB ximioteparii (XT) abo onpomMiHeHHS, TeHETHYHI
3axBoproBaHHs (0cobmuBo cuHapoM JlayHa, Heiipodidpomaros, cuaapom Kisitadenbrepa, aneMis
®dankoni, cunapom IlIBaxman-Jlaiimons, cuuapoM biroma, atakcis Tesieanriaekrasis). AHomarii
XpOMOCOM y OUIBIIOCTI BUMNAAKIB BimHOCAThCS A0 B-xmitunamx ['JIJI 1 yacTto BKa3yrooTh Ha
cnennivyHy IpUpOAY, SIKa TICHO TOB’si3aHa 3 TEMATOJIOTTYHIUMH Ta IPOTHOCTHYHUMH pucamu. Jlis
T-xmituaanx [JIJI HOopManbHuii kapiotun ommcanmii y 50-70% Bunankis. KimekicHi anomatii
CIIOCTEPITaloThcsl MEHII YacTo, HK npu B-kmituaaux [JUJI, 3a BUKITIOUEHHSIM OLISTETparuioimii,
K1 IPUCYTHI NPpUOIN3HO y 5% BUMAJIKIB.

[Tpu B-xmituaaux ['JIJI y nutadomy Billl IUIOIAHICTE aHOMANbHUX KIITUH € BCTAHOBJICHUM
NpOTHOCTUYHUM (hakTopoM. Bucoka rimepaumuioimis (51-65 xpomocom) 0e3 CTPYKTypHHX
aHOMamii, SKi BIAHOCATBCA 1O HECIPUSTIUBOTO IMPOTHO3Y, Ma€ CHPUSITIUBUNA MPOTHO3.
binsramnoinis (24-31 xpomocom) 3ycTpivaerses yactitie npu [JIJI y giteit Ta mijuniTKiB, a HU3bKa
rinoaumioifis (32-39 xpoMocoMm) - yacTille peecTpyeThCs Y JOpocauX namieHTiB. OOnaB1 KUIbKICHI

aHOMaJIii XpOMOCOM MAalOTh HAJ[3BUYaHO HECTIPUSTIMBUN IPOrHO3 MEepediry 3aXBOPIOBAHHS.

Tabmumi 6.2.1 3aransni xpomocomHui Ta mosekyaspui anomadii mpu I'JIJI (NCCN, 2026) (14)

uToreHeTH4HI TOCTiIKEHHSA I'enn Yacrora Yacrora
Y J0POCIHX y aireit
%
[nepaumuoinis (51- 65) 3a paxyHok - 7 25
+4, +6, +10, +14, +17, +18, +21 Tta +X
lnomumuioinis (<44) 3a paxyHok -3, -7, - | - 2 1
13, -15, -16 Ta -17
t(9;22)(q34;911) (Ph+) BCR::ABL1 25 2-4
t(12;21)(p13;022) ETV6::RUNX1 2 22
(TEL-AMLY)
t(v;11923) B T.u. t(4;11) Ta iHmm KMT2A 10 8
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nepe0ynoBu
t(1;19)(q23;p13) TCF::PBX1 3 6
(E2A::PBX1)
t(5;14)(931;932) ILA::IGH <1 <1
t(8;14), t1(2;8), t(8;22) c-MYC 4 2
t(1,14)(p32;q11) TAL-1¢ 12 7
t(10;14)(g924;911) HOX11(TLX1) 8 1
t(5;14)(935;932) HOX11L2 1 3
t(11;14)(g1l) B t.u. (p13;911), TCRo Ta 20-25 10-20
(p15;q11) TCRO
BCR::ABL1-nioxi6ua/Ph-moxi6Ha” pi3HI 10-30 15
Brui-I'J1JI 3 IAMP2 RUNX1 - 2
Panni T-xiniTHHHI ONIEpeTHUKH pi3HI 2 2
Ikaros IKZF1 25-35 12-17

[pumitkn: “BCR::ABL1-nozi6ra/Ph-noxi6ra B-T'JIJI/miMpoma 3 TpaHCIOKALIAMH i3
3aJy4eHHSM PelenTopiB THPO3UHKIHA3 a00 IIUTOKIHIB.

6.2.1 B-kaiTuHHa rocrpa Jim¢ooJacTHa JelikeMist

Pe3ynbraTi reHETUYHUX JOCITIKEHb TOKa3any, mo npu B-xmituana [JIJ] gactime ¢ikcyroTs
tpanciokaitii t(9;22)(gq34;911), t(12;21)(p13;922), iAMP(21) Tta mepebymoBu no cmyxmi 11023
(KMT2A). OnHax, 11i aHoMatii He BHSIBISFOTBCS OJJHOYACHO B OJJHOMY KJIOHI. SIKIIIO BUSIBIICHA OJHA
3 IUX aHOMaJTiid, HeMae HeoOX1THOCTI IPOBOIUTH AOCIHIHKEHHS Ha HASBHICTD 1HIINX.

Amnani3 FISH ta/a6o 3T-TITJIP Moke BUKOHYBATHCS TOCIiOBHO. YacToTa BaXIMBUX aHOMAITIH
3MIHIOETHCSI 3 BIKOM TMAIli€HTIB 1 TOPSAOK JOCHIPKEHHS MOXe OyTH BIANOBIIHUM YHHOM
a/1alITOBaHUM:

1) Bix Hapo/uKeHHs 70 2 pokiB (moueproBo) — 75-50% sunagkis KMT2A-niepeGynosu Ha 11023,
t(12;21)(p13;922) (ETV6::RUNX1);

2) A mariedTiB memiatpuyHoro Biky (1-24 poku) (moueproBo) — t(12;21)(pl3;022)
(ETV6::RUNX1), t(9;22)(q34;911) (BCR::ABL1), KMT2A- nepebynoBu Ha 11923;

3) mis nmopocnux marieHTiB (crapmie 25 poki) (moueproo) — 1(9;22)(q34;q11) (BCR::ABL1),
KMT2A- nepebynosu Ha 11023, t(12;21)(ETV6::RUNX1).

Awmmutidikamist rera RUNXL Bkasye Ha IAMP21, a nonatkosi curaanun RUNXL nmokyc 2222
HiATBEPKYIOTh T1EPIUILIOIIHUI KapioTHII.

Y Bumagkax, KOJMM KapiOTHITyBaHHS HEMOXJIMBO TMPOBECTH a00 KOJIH BCTAHOBIIECHO
IIUTOT€HETHYHO HOPMAIBHUH KapioTwil, a 3a qornoMororo FISH ananizy imenTudikoBani 1o1aTkoBi
curHanin RUNX1, mpoBojsATh mojanbln TEeCTH Ha iHTepdasHUX sAapax s J0Kazy BHCOKOI
rinepaumoinii (51-65 xpomocom). lluToreHeTHK Mae YCBIIOMIIIOBATH pi3HI MEXaHI3MH SKi
MOXXYThb JaBaTH TINEPAUIUIOIIHUN KJIOH. Y TOW dYac, K OUIBIIICTh TINEPAUIUIOIIHUX KIIOHIB
MOXOJAATh BiJl OJIHIE€T JOJATKOBOI XPOMOCOMH B JIUIUIOTAHIN KIITHHHIN JIiHII, OLIATAIUIOITHUN qH
HU3bKO  TINEpPAMIUIOINHUN  KJIOH  MOXYTh  IOJBOIOBAaTHCA 1 TNPOSBIATHCS  SIK
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rinepAuIuIoiIH1/O1nsaTpumuioinHi Metadazu. [IporHo3 s mux ABOX Pi3HOBHIIIB — Pi3HHMA. Y TaKUX
BUMAJKaX BCl 3HAXIAKMA ATUMOBHUX TiNEPAUILIIOITHUX/OIMSATPUIIIIOTHUX KapiOTUIIB 3 YOTHpMA
KOMISIMA XPOMOCOM, 32 BHHITKOM  XpoMocomu 21 abo cTaTeBUX XpPOMOCOM, MOTPiOHO
JIOCJTIJDKYBATH Ha HASBHICTH OUIATAIIOITHUX KIIOHIB.

IAMP21 BHSBISETBCS, B OCHOBHOMY, SIK II'SSThb a0o Oinbmie curHaigie rema RUNXI1, mio
BIJIMIOBiTa€ TpbOM a00 OUIBIIE TOJATKOBUM KOIIiSIM TeHY Ha OJIHIM aHOMaIbHIN XpomMocomi 21.

Tpancnokarist t(4;11)(921;023) nmoB’s3aHa i3 HECHPUATIMBUM IPOrHO30M (KJIiHIYHA TpyIa
BHCOKOT'0 pu3uKy). Y Bumnankax nemiarpuyaux ['JIJI anomanii, siki moB’s3aH1 3 3aJIy4eHHSIM I'eHa
KMT2A, notpibno BukonyBatu FISH nocnimkenHs Ha aHoMalii IbOTO T€HY, B 3B’ 3Ky 3 THM, IO Y
50% BuMaAKIB BHSIBIISIETHCS HOTO AaHOMAJIBHHUI CUTHAIL.

B-niniitai ['JIJI 3 TpaHCcnokamissMu i3 3aly4eHHSM THPO3HMHKIHA3 ab0 perenTopiB IUTOKIHIB
(BCR::ABL1-moxi6na I'JIJT). I'pyna BKJItOYa€e TpaHCIOKAIIT i3 3aIyueHHSM HIIUX THPO3HKiHA3 a00
TpaHciokamii (akropa 2 nwurokiH-moxioHoro pemnentopa (CRLF2) i HewacTo 3 akTHBAIi€rO
peuenropa epurpornoeruda (EPOR). Tpancmokarii 3a yuacti rena CRLF2 wacto mos’sizani 3
mytamismu reHa JAK, ocobmmBo y miteid 3 cuHapomom [layna. Skmo € mimo3pa Ha B-
spinoknituany ['JUJI/miMmbomy nmoTpiOHO BUKOPUCTOBYBATH MpOOU HA aHOMAI] 13 3aIy4eHHSIM TeHa
MYC 1 IGH::MYC 1 saxmo npoOu mo3uTuBHI MOTpiOHO 3acTocoByBatu FISH s BusiBneHHs
anomaniii redis BCL2 ta/abo BCL6, DUX4.

VY Bumnaakax BusiBiieHHs aHoManii rena TCF3, sxy Bu3Haummu 3a gonomororo FISH, BaxmmuBo
mudepentiiroBaty aBi mepedymosu, a came: t(17;19)(g22;p13) i t(1;19)(q23;p13), Tak sk mepiia

TpaHCJ'IOKaI_[iSI IIOB’s13aHa 3 AYXKE HCCIIPUATIMBUM ITPOTHO30M Hepe6iry 3aXBOPHOBAHHA.

Tabnuist 6.2.1.1 I'pynu reneTudnoro nporuo3y npu B-T'JLJI (mopocii xBopi) (NCCN, 2026) (14)

I'pynu nporuo3sy HutoreneTuyHi Ta MosIeKyJsIpHi nepedy10BH

CTaHJAapTHA rinepaurioifgist (51-65) (Bunmaaku 3 +4, +10, +17 maroTh
HAWCIPUSATIUBIIINIA PE3yJIbTAT)

t(12;21)(p13;0922) ETV6::RUNX1

t(1;19)(923;p13) TCF::PBX1

nepedynosu DUX4

PAX5 P8OR

t(9;22)(q34;q11.2) 6e3 IKZF1 plus ta 6e3 nonepeanpoi XMJI

HEeCNPUATINBA rinonumioiais (<44 xpomocom)

Hu3bKa rinmoaumioigis (30-39 xpomocom)

ouarpumoiais (60-78 xpomocom)

myTanis reny 1TP53

nepeOynoBy 13 3anyuenHsm reny KMT2A (t(4;11) a6o ixi)
nepedyaoBH 13 3amydeHHsm reny IgH

nepedyaoBH 13 3anmydeHHsM reny HLF
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nepedyaoBu i3 3anyueHnHsm reny ZNF384

nepedynoBu i3 3anyuenusm reny MEF2D

nepedyaoBy i3 3anydeHHsm reay MYC

BCR::ABL1-nioni6na ['JIJT

* JAK-STAT (mytauii CRLF2r, EPORr, JAK1/2/3r, TYK2r, SH2B3,
IL7R, JAK 1/2/3)

* ABL kiac (mepedynosu ABL1, ABL2, PDGFRA, PDGFRB,
FGFR)

* inmi (NTRKr, FLT3r, LYNr, PTK2Br)

PAXb5alt

t(9;22)(q34;911.2): BCR::ABL1 3 IKF1 plus ta/um momnepeaHb00

XMJI

iHTpaxpomocomua aMiutiikaiis B xpomocomi 21 (IAMP21)

smian B IKZF1

KOMIUIEKCHUH KapioTun (5 4u OiIbIe XpOMOCOMHHUX aHOMATii)

Ta6muns 6.2.1.2 I'pynu renernusoro nporuo3y npu B-IJIJI (mitu i mizmitku) (NCCN, 2026) (15)

I'pynu nporuo3sy HuroreneTrn4Hi Ta MoJIeKyJIsIpHI Nepe0y10BH
HeniaTpuuna ['JIJI
CIPUATINBA BUCOKa rinepauruioigis (51-67 xpomocom) (OgBiiiHA TPHCOMIsT

xpomocoM 4, 10 yu moTtpiiiHa Tprucomist Xxpomocom 4, 10 Ta 17 —
HAJIeKATH JI0 YUCIIa TPUCOMIH 3 HAWOUIBII CIIPUATIMBUM
IIPOTHO30M)

kpuntryna t(12;21)(p13;q22) ETV6::RUNX1

DUX4 nepebynosu

NUTM1 nepebynosu

NPOMiKHA MEF2Dr, ZNF384r, PAX5alt, PAX5 p.P80R, ETV::RUNX1-
noxibHa, t(1;19) TCF3::PBX1

HeCIPUATINBA rinogumuioifis (<44 xpoMmocom)
KMT2A nepebynosu (t(4;11) ta inmr anomanii KMT2A (11923)
t(9;22)(g34;911.2); BCR::ABL1
BCR-ABL1-nioxiona I'JIJI
e JAK-STAT (CRLF2, EPOR, JAK1/2/3, TYK2 niepe0ymoBw,
myTamii SH2B3, IL7R, JAK1/2/3)
e ABL kmac (nepedynosu ABL1, ABL2, PDGFRA, PDGFRB,
FGFR1)
e [umi nepebynosu: NTRK, FLT3, LYN, PTK2B)
t(17;19) TCF3::HLF Ta t(17;18) TCF4::HLF
IAMP 21
sminu IKZF1

6.2.2 T-xkaiTuHHA rocrpa JiM¢ooaacTHa JelikeMist
Hns T-xmituaHOT TOoCcTpoi JiMdobmacTaol neiikemii (T-kmituana ['JIJI) onTtumanmbHUM €

npoBeneHHs FISH mocmimkens, siki MOXyTh BKIIOYATH JociimpkeHHs rediB TALL, TAL2, TLX3,
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TLX1, KMT2A, BCL11B::TLX3, (15-25%
HOXA::TBRB/TBRG, KMT2A — PICALM::MLLT/0i SET::NUP214, LMO1/23214.

HOXA-neperynpoBanuii  miaATHI BUIIAJIKIB):

MoueKyIsipHO-TeHEeTHYHI JOCTIDKEHHSI BUKOPUCTOBYIOTH JUIsi BH3HaueHHs miarpyn T-
kinituHEEX [JIJI Ha OCHOBI aHOManbHOI eKcrpecii cnenudiuHuX TPaHCKPHUMIHHUX (PaKTOpiB.
He3Baxaroun Ha neTanbHy MOJICKYJSIpPHY XapakTepucTukKy 3axBoproBanHs (MKK, BOO3 2022),
[MUTOTEHETHYHUHN aHAalli3 3JIUIIAEThCS OCHOBOO JiarHOCTHKU T-I'JIJI y 6aratbox kpaiHax, OCKUTbKH
kapiotunmyBanHs Ta FISH € BimHOCHO HenOpOrMMM MeTOJaMHM JUIsl OTPUMAHHS PE3yJbTaTiB, SKI €
BaXUIMBUMH TSI 1IarHOCTUKHU, porHo3y Ta Bubopy XT.

[Tpubnuzno 35% T-xmitunnux ['JIJI marote nepeOymoBu 13 3amydenHsm TCR jokyca:

TCRp (7934) a6o reny TCRA/D (14q911), anomanii reriB TLX3 Ta TLX1 crocrepiratorsest y 25%

I'CH

cepel AOPOCIuX MamieHTiB 1y 5% - y miteit. Y Bumankax, nos’s3anux 3 T-kmituaaumu [JIJ1, Mmoxe

OyTH KOPUCHHUM TMPOBOJUTH JOJATKOBO JOCHiKeHHS Ha ¢itoremarniotudin (DI'A)-

ctumyaboBaHuXx JiM¢ouuTis [1K.
Haiibinpimn yacto peecTpyroThCsl TPaHCIOKAIIl, IO acOoLiioBaHI 3 aHOMAJIBHOIO EKCIPECIEr0
OHKOTCHETHYHUX TPAHCKPUNIIHHUX (akTopiB. B 3amexHOCTI BiJ 3aJIy4eHOrO0 OHKOTEHA,

Ki1acudikyroTs Ha MostekysipHi miarpynu (BCL11B, TALL1/2, TLX1, TLX3, HOXA, LMO1/2, NKX2,
SPI1, BHLH).

Tabmuus 6.2.2.1 MoJieky/JasipHO-TeHeTHYHI aHOMAJIT NPH PI3HUX miATHIAX

T-kaituaaux TJLJI (16)

IMinTun Yacrora, %0 I'enu-napruepwu, ChinbHi
iHIi mepe0y10BH MyTauii
BCL11B- 30% neiikemis 3 BETA (14032 enxancep FLT3-ITD;
AKTUBOBaHUHN | paHHIX T-KIITUHHUX ammutidikanii); ARID1B, WT1
MOTIepEHHKIB Ta CCDC26/MYC; CDK6; STAB1;
3JI'J]1 3 T-xnitnauoo | ETV6; ZEB2; RUNX1;
niHiero, <5% I'MJI
TAL1/2-R 30-40% TCRA/D; TCRB (TAL2); 1p32 CDKNZ2A,
(TAL2 pinko); nenerrist (STIL); MikreHHU# NOTCH1, PTEN,
HECTIPUATINBUI OJTHOHYKJICOTUTHUN BapiaHT USP7
IPOTHO3
TLX1-R 5-10% y nireit; ~ TCR PHF6, DNM2,
30% y mopociux, BCL11B, RB1,
CHPUSITIMBUN IPOTHO3 CDKN1B
TLX3-R 20-25% y miteii <5% | TCR; BCL11B; CDKG6 CDKN2A,
y J0pOCIIUX, NOTCH1,
CHPUATIMBUN IPOTHO3 FBXW?7,
PTEN
HOXA 15-25% HOXA::TCRB/TCRG;
KMT2A-R; PICALM::MLLT10;
SET::NUP214
LMO1/2-R LMO1-R -5% LMO2- | TCR; kpuntuuni (3amackoBaHi) | CDKN2A,
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R 10% JieJiellii; eHxaHcep/mpoMoTop NOTCHL1,
myTatiii LMO komriekcy 3 FBXW7, PTEN,
dakxTopamu bHLH; LEF1
Ha/I3BUYAITHO BUCOKA EKCIPECist
LMO

NKX2-R <5% y mireit NKX2.1/NKX2.2/NKX2.5::TCR; | CDKN2A,
BCL11B; CDK6 NOTCH1 PHF6,
LEF1, RPL10
SPI1-R <5%, STMN1; TCF7; BCL11B NRAS, KRAS

y JiTeH ayxe

HECIPUATINBUN

IIPOTHO3

BHLH, inmi | <2% TCRB::LYL1
TCR::BHLHB1I,
BHCcOKa excrpecist LMO

VY Bunagkax T-xmitnaaux [JUJI Takox peectpyrorbes myTanii B reni NOTCH1 y 50-65%

Bunajkis ta reni FBXW7 —y 20%. B cBoto 4epry BiCyTHICTh MyTaiid B X TeHax a0 HasBHICTh

myTariii B reri PTEN (6-10%) ta 7-/K-RAS onucani sk 03HaKHM HECIIPUATIHNBOIO FCHETHYHOTO

IIPOTrHO3Y.

Tabnuus 6.2.2.2 IlurorenernuHi anomadiii xpomocom npu T-kiairuannx I'JIJI (16)

KapiotunyBanus FISH

Hesunankosi 1(9;22)(q34;q11) BCR::ABL1
NIEPBUHHI t(10;14)(g24;911) TLX1*
aHoMaurii a6o t(7;10)(q34;q11) TRA/D*

t(v;14q911) TRB*

inv a6o t(7)(q34;v) PICALM::MLLID*

t(10;11)(p12;914) KMT2A

t(v;11923)
Hopmanbauit abo HETOBHUI aHaJ13 a00 MOMMJIKA! I eran nocmimxeHHs
HeiH(OpMaTUBHUN 3anut Ha nepe3adbip KM a6o [1K BCR::ABL1
(BKJTIOUAIOYH BTOPHHHI aHOMAJIIi: KMT2A**
aHOMaJIbHI del(6q), del(9p), del(12p), del(17p)
KapioTumu 6e3 Hecnienndiuni anomaii IT eramn gociiKeHHs
HEBUIAIKOBUX IUIOTIHOCTI: TLX1,PICALM::MLLID,TLX3,
NEPBUHHUX rinonumuioinis 44-45, npo6u ABL kmacy ***
aHOMaAJTiit) rinepaumuioigis 47-50,

TETPAIUIOiTis

HecnenupiyHi CTPYKTYpHI
aHoMmatii (TOYKH MOJIaMOK
XPOMOCOM MiJITBEPKYIOTh
BapiaHT TpaHCJIOKaIli

III eramr mocmimKeHHs
MYC, TP53, TRAD, TRB,

CDKN2A/B, STIL::TAL1

[TpumiTku: * miATBEpKEHHS NepBUHHOI aHOMaJTii XxpoMocoM (FISH 3a MoxxuBOCTI 3aBXK/IN)
** FISH a6o iamri iHpopMaTUBHI METOIN

**k*

npo6u ABL knacy: sSIKIIIO NPHUCYTHI MPOBOKATHBHI TOYKU MOJIAMOK

xpomocom abo pedpakrepuicts/peruans (ABL1, ABL2, PDGFR/CSF1R)
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6.3 I'ocTpa JeiikeMisi 3MilIaHOT 200 HEBCTAHOBJIEHO] JTiHIHHOCTI

["octpa neitkemist 3mimanoi (I'J13J1) abo HeBctanosienoi niniiiHocTi (I'JIHJI) 06’ eanani B oqHy
rpymy ([JI3JI/TJIHJIL), Tak sk iX KIiHIYHI Ta iIMyHO(QEHOTHUIIOBI PUCH TiJIBKH MOYMHAIOTH BUBYATUCS
1 TakoX BOHHM MAalOTh CIIJIbHI MOJICKYJIApHO-TIaTOreHeTHYH1 MexaHizmu. ['pyma [JIHJI nHe
knacudikyerscst sk ['JIJI, ame jmuist 3pydHOCTI BUKOPHUCTAaHHS pEeKOMEHalii Oyia BBeIEHA B IO
rpymy. 3arajbHi T€HETHYHI aHOMaJii, 0 CIIOCTEPIraloThCs y 3MillaHid 3a (EHOTHUIIOM TOCTpPOi
nerikemii, BkiovaroTh 1(9;22)(034;911) Ta anomanii i3 3amydeHusm 11023 (rerm KMT2A), ski
HOBMHHI IOCIIIPKYBATUCSA Y 3B SA3KY 3 Ay’K€ HECIIPUATIUBUM IIPOIHO30M.

Hapasi Buainsrors asa migrunu ['JIHJT:

1) I'JIHJI 3 nepebynoBamu ZNF384 i BusiBiserbes y ~50% neniarpuanux B-/mienoinai [JIHIT i3
naptHepamu TCF3, EP300, TAF15 i CREBBP. Ilepebymosu ZNF384 B/mienoinni ta B-
kiituHHl [JIJI maroTh momiGHI TpaHCKpuNIiiHI mpodiai, MO MIATBEPIKYE iX CHUTbHHIMA
KOHTHHIYM;

2) TJIHJI 3 nepebynoBamu BCL11B maroTh Oijiblll reTepOreHHUI iIMyHO(EHOTHIT i BU3HAYAETHCS
K TocTtpa HemudepenmiioBana neiikemis (I'HJI) i y ~20-30% BusHauaetscs T/mienoinHuit
[JI371 (2).

7 HoBoyTBOpeHHs 3i 3piiux B-KiiTuH
HoBoyTBopeHHs 31 3pumux B-kmiTMH — 1e ayXe TeTeporeHHa rpyna 3aXxBOpPIOBaHHA B-
TiM(paTUYHOI CHCTEMH, IO XapaKTEpU3YIOThCS PI3ZHUM KIITHHHUM IOXO/KEHHSM Ta IIUPOKUM
CHEKTPOM I'€HETHYHUX Nepedy10B.
B cBoto uepry, 11 1aHOi TPy HOBOYTBOPEHBb KapiOTUITYBaHHA € (aKyJIbTaTUBHUM METOJ0M
nociikenb, FISH — 000B’I3K0BHM Ta MOJIEKYJISIPHO-TEHETHYHI METOM — 32 MOTPeOun IS TIEBHUX

HO30JIOTTYHUX (HOPM.

7.1 XponiuHa aimdouurapHa Jjeiikemis/aiMmpoma 3 maaux dimbouuTtis (XJIJI/JIMJI)

bineiie Hix y 80% Bunanakis 3 XJIJI peecTpyroTbcst XpoOMOCOMHI aHOMaIii, SIKi BU3HAYAIOTHCS
3a gomomoroto FISH wmeromy Ta crparudikyrore mnamieHtiB Ha Tpynu mnporrosy. FISH
BUKOPUCTOBYETHCS SIK pyTUHHA JI1IarHOCTHYHA MpoLEeAypa g nuToreHeTnyHoi kiacudikamii XJIJI,
TaK SIK PEECTPYETbCS HU3BKUNA BIJACOTOK KJIITHH 3 AaHOMAJIE€I0 TMPH 3aCTOCYBaHHI TUIBKU
nudepeniiftHoro 3abapBieHHs xpoMocoM. OJTHAK, aHAl3 XPOMOCOM KOPUCHUHN IS i€l TPYyNH K
MPOTHOCTUYHMUN 1HAMKATOp 1 A audepeHmianbHoi giarHoctuku XJUJI Big mimbomu 3 KIITHH
mapriHanbHoi 30HM (MAJIT) a6o iHmmx B-xmituaaux —ngimbom. JlochmimpkeHHS — 1is
t(11;14)(g13;932) abo Toukam mosamok rera IGH mponoHyeThcst y BCIX BHIQJKaX 3 aTUIIOBOIO
Mopdororiero imyHodeHoTuny xapakrepnoro s XJIJI. Skmo BusBiaeHo nepedyaoBu rena IGH,

JIOMATKOBI TIPOOM TOTPIOHO BHKOPHUCTOBYBATH JUIsl 1ACHTHdIKAII TapTHEPIB XPOMOCOM:
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t(11;14)(g13;932), t(14;18)(932;7921), t(14;19)(932;p13) 3amis BUKIIOUYCHHS JTiMPOMH 3 MAaHTIHHUX
KITITHH.
[HpopMaTHBHUMH JUIS OIIIHKM NPOTHO3Y Ta/ab0 BU3HAUEHHS TAKTUKMU Teparii € HacTyIHi

TeHETHUYHI ,I[OCJ'IiI[)KeHHH Ha 9yaC BCTaAaHOBJICHHA z[iarHoz«;y Ta 1X 4aCTOTH.

Tabmuns 7.1.1 IlporHocTuyHe 3HAYEHHS TeHETHYHUX AHOMAJTi HA Yac BCTAHOBJIEHHS

piarno3y XJIJI/JIMJI (NCCN, 2026) (17)

Metoan AHoMaJTil IIporuos Yacrora,
AOCJTiIKEHHS %
CpG**- CKJIaTHUH KapioTut (> 3 HECTIPUATIUBUN ™,
KapioTun HETIOB’ SI3aHUX KIIOHAJILHUX HU3bKa BIKUBAHICTD,
aHOMAJTii XpOMOCOM) CKOPOYCHHIA Jac 10
nporpecii Ha XIT
CKJIaTHUH KapioTul (> 5 ny>Ke HECTIPUSTIIUBHI*,
HETIOB’ SI3aHUX KIIOHAJILHUX HU3bKa BIKUBAHICTD,
aHOMAJTiii XpOMOCOM) CKOPOYEHHUH Yac J10 mporpecii
Ha BEHOTOKJIAKC1
del(13)(gq14) CIPUATINBUI* 55
RB1, DLEU, D13S319/D13S25
SK CaMOCTiiHa
+12 npoMixHU g0  mowat-ky | 10-20
nikyBanns (I1JI)
0e3 aHomasiit OPOMIKHUH *
EISH del(11)(g22) ATM HECTIPUSATIIUBUH, 10-25
ckopoueHui yac o I1J1
del(17)(p13) TP53 HECTIPUATIIUBUH, 5-8
ckopoueHui yac jo 111,
rapHa BIJIIOB1/lb, ajleé KOPOTKa
Oe3mnoiii-Ha BUJKUBAHICTh
(bB) Ta 3B
del(6)(g21924) SEC63/MYB 5
IGHV HemytoBaHi IGHV
MyTOBaHi: >2% MyTauii HECTIPUATINBUMN, CKOPOUCHHUN
abo <98% romororis 3 gac g0 [1J] ra BB
6a30BOI0 MOCIIIJOBHICTIO
TeHIB
HeMyToBaHi: <2% MyTarii
CCKBEHYBARNA ) 460 >98% romomoris 3
0a30BOI0 MOCIIIOBHICTIO
TeHIB
myTarii 7P53 3 del(17p) HECTIPUSTIIUBUH, 4-37
Hu3bka 3B
myTanii 7P53 6e3 del(17p) OlTpII  CHPUSATIUBUN Yy
nopiBasiHHI 3 del(17p)

[TpumiTku: * 3aranbHa BH)KMBaHICTH Ha XimioimyHoTepamii (XIT)
** CpG - mitoren CpG omiroae3oxcunykieotua DSP30
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Tabmuus 7.1.2 OcHoBHi Ta Ha0yTi MmyTamii rexis mpu XJIJI/JIMJI (NCCN, 2026) (17)

I'enn Kuiniune 3HaueHHs
ATM ckopouenuii yac o I1JI, BB ta 3B y nopiBHSHHI 3 TUKHM THIIOM
BIRC3 ckopouenuii 10 [1JI, BB Ta 3B y nopiBHAHHI 3 AUKUM THUIIOM
NOTCH1 cxopouenwii yac g0 I1JI, BB ta 3B y nopiBHSHHI 3 MyTalliiiHUM CTaTycoM
IGHV Ta mukum THIIOM
SF3B1 ckopouenuii yac 1o I1JI, BB ta 3B y nopiBHAHHI 3 AUKUM THIIOM

Ta6mums 7.1.3 MyTauii reniB, siki noB’si3aHi 3 pe3MCTEHTHICTIO 10 TAPreTHOI Tepamnii npu

XJLJI/JIMJT (NCCN, 2026) (17)

MyTrauii renis Kuainiune 3Hauenns

C481, L528, tupo3uHkinasa bpyrona (BTK) C481ta BTK A428D noB’s3aHi 3 mporpeciero
A428D, T474) 3axBoproBanHs Ha CBTKi;
BTKL528 a6o BTK T474 acoritoroTbcs 3 pe3UCTEHTHICTIO JI0 1HT10iTOPiB

BTK
CARDI11 ACOINIIOIOTHCS 3 PE3UCTEHTHICTIO 10 1HTi0iTopiB BTK
PLCG2
BCL2 (G101V, | moB’s3aHi 3 pe3UCTEHTHICTIO JI0 BEHETOKJIAKCY
D103Y)

7.2 Jlim¢poinni HoBoyTBOpeHHs. B-kaiTunHi aimdpomn

Jnis Beix niM¢poM Kpaile TOCTiKyBaTu JiMpaTUYH] By3JIH YM 1HIIWN NPpUIATHUNA OlomciiHUI
MaTepiaJl METOJIOM KaplOTHUITyBaHHS. KapiotunmyBanuss  Tta/abo FISH anamiz moxna
BUKOPUCTOBYBAaTH SIK JIarHOCTUYHHHA TECT JOJATKOBO N0 JaHWX  IMyHO()EHOTHUITYBaHHS Ta
MopdoJorii.

[Mutorenetnuni npocmimxenas KM ab6o IIK HenpuiiHaTHI 10KM MOpQOIOTiYHO abo
IMyHO(EHOTHIIOBO He Oyze noBeneHo iHdimpTpalito 3noskicaumuy kmituHamu. s FISH ananisy,
MOXYTh OyTH Ounbin mpuaatHuMu maszku KM, a He kynbrypa KM, ToMy 1o BoHa 103BOJIs€
BUOMpATH KIITHHU 32 MOpPQOJIOTi€0 1 3MEHIIeHHS KIUIBKOCTI Jerpajalii KJIITHH 3 IOTraHolo

B KHBaHicTIO (18).

Tabmuus 7.2.1 T'enernyni nepedya0BH, 1110 peKOMEHI0BaHI /151 1eTeKIii npu

B-kairunanx gimpomax (NCCN, 2026) (19)

Meroau CnexkTp aHomadniii/ renn
JAOCJTiIZKeHHS
8.1.1 ®ouikyasipua aimpoma
FISH t(14;18)(932;921) IGH::BCL2
del(1)(p36) STAT6
t(6;14)(p25;932) IRF4::MUM1
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nepedyaoBu i3 3anyuenHsm BCL6

IJIP nepedyaoBu i3 3anyuyenusm BCL2
nepebymosu Ig
CexBeHYBaHHS CREBBP, EZH2, MAP2K1, TNFRSF14 STAT6

8.1.2 Jlimpoma MmapriHajibHOI 30HH

8.1.2.1 Jlim¢poma maprinanabHoi 30HM nLIyHKY (MALT-nimgoma)/
HeniynkoBa MALT-nimdoma

FISH

t(11;18)(g21;921) BIRC3(API12)::MALT1 (3a yMOBH MO3UTHBHOT'O TECTY
ua Helicobacter pylori)

t(1;14)(922;932) MUC1::IGH

t(3;14)(p14.1;g32) FOXP1::IGH

t(11;14) nns BuKIFOUCHHS JiM(POMHU 3 MAHTIHHUX KIITHH

t(14;18)(q32;921) IGH::BCL2 ms BukmoueHHs GomikyasipHoi siMpomMu

ILJIP

nepebynosu Ig
myTanii MYD88 ms nudepenmniarii 3 MakpornoOyiHeMi€eto
Banbnectpema

8.1.2.2 Jlimpoma ma

riHaJIbHOI 30HH HOAAJIbHA (BY3J10BA)

FISH

nepeOynoBu 13 3amydennsm MALT1

t(11;18)(921;921) BIRC3(API12)::MALT1 (3a yMOBH TIO3UTHBHOTO TECTY
na Helicobacter pylori)

t(1;14)(922;932) MUCL1::IGH

del(13q)

del(7q)

t(14;18)(g32;921) IGH::BCL2

ILJIP

nepeOynosu Ig
myTamii  MYD88
Bansaectpema
myTanii CXCR4

s gudepeHmiamii 3 MakporIoOyJiHEMIEO

8.1.2.3 Jlimpoma ma

riHaJbHOI 30HU CeJIe3iHKHU

FISH

nepeOymoBu 13 3amydennsm MALT1

t(11;18)(921;921) BIRC3(API12)::MALT1 (3a yMOBH TIO3UTHBHOTO TECTY
na Helicobacter pylori)

t(11;14)(913;932) IGH::CCND1

del(7q)

t(14;18)(932;921) IGH::BCL2

ILJIP

nepedynoBu Ig

CekBeHYBaHHs

mytanii MYD88, NOTCH2, KLF2, BRAF

8.1.3 ludy3na BeqmukorkjaiTuHHA B-kiaitunna jgimgpoma (JIBBKJI)

FISH nepedyaoBu i3 3anyueHHsmM MYC
skmo MYC mno3utwBHUMEA — JeTekIis mnepeOynoB i3 3amydeHHsMm BCL2,
BCL6
t(6;14)(p25;932) IRF4::MUM1

CekBeHyBaHHS BCL2, CD79B, FOXO0O1, KLHL6, MYD88, NOTCH1, SGK1, SOCS1,

STATS, STAT6, TP53

8.1.4 ALK-no3uTuBHA BeJIMKOKJIITHHHA B-KJjiTuHHAa Jdim¢oma

Kapiotunysauus/
FISH

t(2;17)(p23;923) CLTC::ALK

8.1.5 Jlimpoma Bepkita

FISH

t(8;14) IGH::MYC uwu inmii BapianTu
nepedyzaosu i3 3anyuennsim MYC, BCL2, BCL6
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3a BiacytHocti mepeOynoB B reni MYC cmig BHUKOHATH JETEKIiO
niepedy1oB 13 3amydeHHsM 11023-11024, uo ciayxuth Jyisi BUSIBIEHHS B-
KIITHHHOT J1iM(pOMHU BUCOKOTO CTYIIEHs 370sIKicHOCTI - 11(0.

8.1.6 Jlimpoma 3 KJIITHH MaHTIiiHOI 30HH

FISH t(11;14)(q13;932) IGH::CCND1
nepedynoBu 3 CCND2 yu CCND3
CexBeHyBaHHSA TP53, SOX11 yn IGH

8.1.7 Bucoxko3snosikicha B-kjiTunHa gdimgpoma

FISH IGH::BCL2, BCL6, MYC
nepeOyaoB i3 3amydeHHsM JokyciB 11023-11924
CexBeHYBaHHs BCL2, CREBBP, EZH2, KMT2D, MYC.

8.1.8 Jlim¢ob1acTHa Jimpoma

FISH

MYC, t(8;14), 1(9;22)

ILJIP

BCR::ABL1; IlepebynoBu Ig

Ta6muust 7.2.2 Kainiuno 3Haunmi renni nepedynosu npu JIBBKJI* (NCCN, 2026) (19)

I'enn

JliarHocTHYHe TA KJIiHIYHEe 3HAYEeHHS

ACTB, BCL2, BCL6, CARD11,
CD79B, CREBBP, EZH2,
KMT2D, MYC, MYD88,
MEF2B, SOCS1

JliarHOCTHYHE 3HAYCHHS

BTK, CARD11, CD79B, MYD88

acoriiioBani 3 HerepMiHaiIbHO EHTPOBUM (NON-GCB) Trmom
JIBBKJI

NOTCH2 MoJIeKyJisipHa Tiaknacudikarist BN2

EZH2, SMARCB1 JiKyBaJibHe 3HaueHHs (iHriditopu EZH2)

PLCG2 TpaHchopmanis B cuHiapom Pixrepa, JIBBKIJIL, mo BuHuKae
micist ikoBanux BTKi XJIJI/JIMJI

TPS3 gacto npu JABBKIJI acouiiioBaHa 3 XpOHIYHMM 3amaJIeHH:M;

MmyTariss pazom 3 mnepedymoBamum MYC ocomitoetbes 3
HECTPUSTIUBUM IIPOTHO30M

ID3, TCF3, SMARCA4, CCND3

O1s1p11 yacTi A giM¢pomu bepkitra

B2M, CREBBP, EZH2, MYD88
L265P, SOCS1, TNFRSF14

TUIOBI JUIA 1HIIMX arpecUBHUX B-KmiTUHHHX diMdoM, oKpim
nimpomu bepkiTta

KMT2D, TP53 YacTille 3ycTpivaloThCsl B TEMHIH 30HI TE€HHOI eKcrpecii
BeNUKOKIITHHHA  B-kmitmana  mimpoma  (BBKJI) 3
nepedbynoBamu MYC ta BC2 a6o BCL6 (mimdomu 3
MOJIBITHUM Ypa)KEHHSIM)

JAK/STAT, MAPK/ERK, | wacti npu ma3mo0aacTuuHii giMdomi

NOTCH1 vu NOTCH2

MYD88, CD79B, PDL1, PDL2

yacti npu iHTpaBackyspHidi BBKJI, nepBuHHIN mKipHii
JBBKIJI (leg type), nepsurna BBKJI imyHompuBinelioBaHux
JIOKaITi3arii

IL4AR, ITPKB, NFKBIE, SOCS],
STAT6, XPO1

XapakTepHi 71 TepBUHHOI MeiacTuHanbHOi BBKIUI

CD79B, CREBBP,
MYDS88, PIM1

KMT2D,

gacto mnpu JIBBKIJI, 6e3 momarkoBoi crernudikarii (NOS),
ane 0Oe3 3MIH TMpu T[EPBUHHOI MeJlacTUHANIbHOI B-
BEJIMKOJITUHHOI JiMpOMHU

ATM, BIRC3, NSD2, UBR5

CIIYTYIOTh JIJIsl MATBEP/UKEHHS MiarHo3y JiM(poMu 3 KIITHH
MaHTIHOT 30HU
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7.3 Tlna3mMokJITHHHA MiejiomMa

[TnasmokmiTuHHA a0 MHOXHHHA Mienqoma (MM) 350siKiCHE HOBOYTBOPEHHS IIa3MaTHYHHX
KJITHH, SKI Hakomu4ytoThcss B KM, mo mpu3BOIATH 10 NECTPYKIii Ta MOpyIIeHb cTpomMu. MM
YacTille MIarHOCTYIOTh y Billi 65-74 poku. Jlochmimkenns KM Ha 4ac BCTaHOBJICHHS J11arHO3Y
noBuHeH BkItovyatu FISH Ha mnasmarnynux xmituHax micns acmipauii KM. KapiotumyBanHs He
PEKOMEHIOBAaHO Tpu Mmiao3pi Ha wMienoaucmiazii. Crenmudigai aHOMamii XpoMmMocoM, SKi
PEECTPYIOTHCS Y MalieHTiB 3 MM BKIIIOYArOTh TpaHCIIOKaIlii, aenenii abo amruridikarii.

FISH pexomenmoBana y mepuriii jiHii gociimkers ;s MM. OmgHak, sIKIO MPUCYTHI OibIie
Hik 30% TUIa3MaTUYHUX KIIITHH, MOKIIMBO TIPOBEICHHS KapiOTHITYBaHHS.

FISH manens na KM Bxmouae del(13q), del(17)(p13), t(4;14)(p16;932) t(11;14)(ql13;932),
t(14;16)(g32;923), t(14;20)(932;912), ammmidikamis 1021, menemis lp. 3a momomororo NGS

BUKOHY€ETbCS BCTAHOBJICHHS MyTalliii reny 7P53.

Tabmuus 7.3.1 I'pynu murorenernunoro nporuosy npu MM* (NCCN, 2026) (20)

I'pynu nporuosy AHOMAJIII XpoMOCOM
CIPUSATINBA t(11;14)(913;932)
HeCNPHUSATIUBA amrutidikamis 1921, genmenis 1p, t(4;14)(p16;932),

t(14;16)(g32;923), t(14;20)(932;912), del(17)(p13), del(13q),
myTauii rena 7P53

[IpumiTka: HasIBHICTb aHOMAaJIIi XPOMOCOM € OJIHIEIO 31 3MIHHHX, SIKI BPaXOBYIOTBhCSl Y CHUCTEMax
PO3paxyHKy KIIHIYHOTO pU3MKY (TeperisiHyTa MibXHapoaHa cuctema ctaairoBaHHs (R-ISS, R2-
ISS), cucrema crpatudikamis pusuky MiKHApOIHOTO TOBAapUCTBA MIEJIOMH Ta MiXHapOIHOT
po6ouoi rpymu 3 mienomu (IMS-IMWG)).

8 T-kaiTnHHa npoaiMdouuTapHa JelikeMis

[Tpu T-mpomimpormrapuiii neiikemii (T-IIJIJI) HallOGuipIn 9yacTo peecTpyrOTb XPOMOCOMHI
aHomaiii 13 3amyudeHHsAM Xpomocomu 14, a came: inv(14)(ql1q32) cnocrepiraetbcs y 80%
naimieHTiB. B pe3ynbraTi BinmOyBaeThCsl peapaHkyBaHHs JIOKycy reHa TRA/D 3 mpoTOOHKOTeHOM
TCL1 na mMonexkynsipHOMY piBHi, 110 MPU3BOANTH A0 mifBuineHoi ekcrpecii TCL1. Oxpim mporo,
npu T-IIUDJI Takox peectpytotbest t(X;14)(q28;ql1), anomanii xpomocomMu 8 i3 3aqydeHHSIM
oukoreHa MYC, del(12)(p13), del(13q), anomanii xpomocom 6 Ta 17. OcoOauBICTIO € BHCOKa
4yacToTa peecTparlii CKJIaJHuX KapioTuniB. KiIbKiCTh XpOMOCOMHUX aHOMaJIiil HEraTUBHO KOPEIIOE
3 IPOTHO30M.

MonekymnsipHo-reneTnuHi gociimkerHs npu T-I1JIJI Bxmrodae nmerexiii myrarniii renis JAKL,

JAKS, STATSB.

Ta6muis 8.1 I'eneruuni anomauii npu T-kaiTHHHUX JiMpomax.
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T-kaitunna npoaimdouunrtapua geiikemis (NCCN, 2026) (21)

MeTtoau xocaiaKeHHs I{uToreHeTH4YHi T2 MOJIEKYJISIPHI epedy10BH
KapiorunyBanus/ inv(14)(q11932),
FISH t(14;14)(g11;932),

t(X;14)(g28;q11),
+8, 1(8;8), idic(8)(p11)
del(11)(g22) ATM (70%)

MoJiekyasipHO-TeHeTUY HI mytaiii B reHax JAK3 (HeraTuBHUIA BIUTMB HA BUKHBAHICTD),
STAT5B

9 Tepminu ckiaganHs 3BiTY
1) Pe3ynbTaTi KapioTHITyBaHHs Ha 4ac BCTAHOBJICHHS [iarHO3y MAa€ BHUCOKY MPIOPUTETHICTB, 95%
BHUIIAJIKIB 3BITYETHCS POTATOM 7 KaJICHAAPHUX JTHIB;
2) TomepeHi pe3yabTaTH, IO HiATBEPKYIOTh HECIPHUATIMBUI MPOTHO3 YW MAalOTh 3B'S30K 31
crenndivHO0 Tepamiero (Hampukiag Mmo3uTHBHI 3a Dinanenb(iiicbhkor0 XpOMOCOMOK) HEO0OX1THO
MOBIIOMUTH KJIIHIIKUCTY SIK MOKHA IIIBH/IIIIE;
3) mBuIke TecTyBaHHs 3a qoromororo FISH/TTJIP 95% 3BiTyroThCst BIPOAOBK 2-3 poOOYHX JIHIB;

4) 1 3BUYAHHOTO aHaIli3y 3pa3KiB, 95% BHUIMAIKIB 3BITYIOThCS MPOTAroM 14 KajeHIapHOTO JTHSL.
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BUCHOBKH

1. HoBoyTBOpeHHSI KpOBOTBOPHOI Ta JiM(OiJHOT TKAaHWH BIJHOCSATHCA 10 HAOYTUX TEHETHYHHX
3aXBOPIOBAHb 1 3aBXKIM TOB’S3aHI 3 KUIbKICHUMH Ta/ab0 CTPYKTYpHHUMH aHOMAJISIMH XPOMOCOM,
TeHHUMH MyTalisiMu. ['€HeTW4yHi [OCHIJKEHHs BiAIrPalOTh OCHOBHY pOJIb y BH3HAYEHHI
HOXO/DKEHHS TpaHc(opmallii HOpMaJIbHOI KPOBOTBOPHOT KJIITUHU B aHOMAJIbHY, 1110 CTAJI0 OCHOBOIO
BU3HAYEHHS KJIIOHAJTHHOTO TOXO/PKEHHS 3aXBOPIOBAHb 1 € BATOMUMH Y TU(EpeHIIIiHINA TiarHOCTUII
Ta OWIHII TPOTHO3Y Tmepediry 3axBoproBaHb. Lli XapakTepUCTUKH BiIirparoTh BAXKIHUBY pOJIb Y
BH3HAUEH1 KIIHIYHOI TPYNH PU3UKY, 1110, Y CBOIO YEPTy, BITUBAE HA BUOIp cTpaTerii JiKyBaHHS.

2. Knacudikauis rpynu mienomnporiipepatuBHUX HOBOyTBOpeHb (MIIH) Ha modatkoBomy erami
TPYHTY€ETHCS HA MOPQOJOTIYHUX KPUTEPISIX, OJIHAK, AJIs OUIbLI AeTaiabHOI Bepudikalii HE0OX1HO
3aCTOCOBYBAaTH I€HETHYHI JIOCIHIKEHHSI, SIK HA MOMEHT BCTAHOBJIEHHS Jl1arHO3Y, Tak 1 Ha eramax
OLIIHKM e(peKTUBHOCTI Teparii (XpoHiuHa ¢a3a, ¢a3a akcenepauii Ta 01actHa ¢aza), B TOMy YUCIHI 1

TapreTHoi Teparii Ha eTari OLiHKA TeHETUYHOI BIAMOBIII.
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