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Jlenko3 — 310 onyxoneBoe HOBOOOPa3oBaHMe reMono3TUYECKON TKaHU C NEPBUYHBIM NOpaxXeHnem
KOCTHOro Mo3ra, Mopdonorniecknum cybcTpaTtoM KOTOporo siBnsieTcs 6rnactHas kneTka. XpOMOCOMHbIe
N MOMeKynspHO-reHeTudeckne abeppaunn, nrpas OCHOBHYIO pOfib B NaTtoreHe3e OCTPbIX MenKo30B,
onpeaensloT Mopdonornyeckne, UMMyHONOrnYecKme 1 KNnHm4eckne ocobeHHocTn 3aboneBaHus.

Llenb gaHHoOro uccnenoBaHus. PETpOCNEKTUBHBIN aHann3 CTPYKTYPbl M 4aCTOTbl XPOMOCOMHBbIX
abeppaumin y aeten ¢ nepBMYHO AMArHOCTUPOBAHHbBIM «OCTPbIM FENKO30MY.

MaTtepuan n metoabl. bbin NpoBeaeH peTpoCneKkTUBHbLIA aHanu3 uctopun 6onesHu getewn, Ha-
XOAMBLLUXCS Ha CTaLMOHAPHOM fNleYeHnn, oHKoremaronorudeckoro otaenexnms AO «Hay4Horo ueHTpa
negvaTpum n geTckon xupyprumy» r. Anmatel 3a nepuog ¢ 2015 no 2017 rr. beino nccnegosarHo 310
NcTopuii 6onesHn ¢ NepBUYHO ANArHOCTUPOBAHHBIM OCTPbLIM NENKO30M.

Pe3ynbTathl n o6cyxaeHue. Npn LUTOreHETUYECKOM U MOSEKYNSIPHO-LUTOreHETUYECKOM (Me-
TOAOM in situ rMbpuamnsaunm) nccnegoBaHuAx onyxoneBbix 6MacTHLIX KNEeTOK KOCTHOro Mo3ra cpeau
310 naumenToB y 158 naumeHToB (51%) ObiNM BblAeNeHbl pa3nuyHble XPOMOCOMHbIe abeppaunu.
HopmanbHbIi kapnoTtun Habntogancs y 102 nauveHToB (33%).

BbiBoabl. B geTckon nonynsauumn npeobnagaet numdobnacTHbIi BapuaHT OCTPOro femnkosa
(75,5%), 3aHumatowmn BegyLyto ponb B cTpykType OJ1 y geTen pasHoro Bo3pacTta. Ha gonio OMJI
npuxoantcs 22,6% Bcex OJ1. CaMoi YacTon XpOMOCOMHOM NepecTpoikor y naumeHTos ¢ OJ1J1 6bina
rMnepaMnIonansa XpoMocom 6nactHbix knetok (10,6%), cpeamn CTPYKTYPHbIX NepecTpoek AOMUHMPY-
eT TpaHcnokauus t(12;21)(p13;922)/ETV6-RUNX1, kotopas 6bina BbisiBneHa y 37 (16%) naumeHTos.
Camoi yacTol nepectpovikor npu OMJ 6bina (8;21)(q22;922)/RUNX1-RUNX1T1, koTopas naeHTu-
duunposaHa y 14 (20%) 60nbHbIX.

KntouyeBble cnoBa: oCTpbIl Nerko3, KOCTHbINA MO3T, 6racTHble KNeTKK, KapuoTun, XpOMOCOMHbIE
abeppaumu, LuToreHeTUYeCKoe NccrnefoBaHue.
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XKaHncasa H. HECINMBAEBA, https://orcid.org/0000-0002-5493-3805,
MwuHupa I BOJIEFEHOBA, https://orcid.org/0000-0002-7195-5926,
MepyepT K. KAPAXKXAHOBA, https://orcid.org/0000-0001-6889-0749,
AvnHa 3. HYPMUCOBA, https://orcid.org/0000-0002-3614-241X

«Meduampus xaHe 6ananap xupypausichbl FbIAbIMU OPMarsibifbl»
AK, Anmamesi K., KazakcmaH Pecniybnukacbl

Jlenkos — mopdhonoruaneik cybctpaTbl 6nacT xacywacbl 60onbin TabbinaTblH CyWeK KEMIriHiH
OacTankbl 3aKkbiMAaHybl 6ap remonoaTukanblk TiHHIH iciri. XXegen nevko3abiH naToreHesiHae Herisri
pen aTkapaTblH XPOMOCOMarbIK XXoHe MoneKynsapnbl-reHeTukanbslk abeppaumsanap aypyabiH Mopdo-
NOrUANbIK, UMMYHOMOIUANbIK XoHEe KNNMHMKanbIK epeKkLlenikTepiH aHblkTanabl.

3epTTeyaiH MakcaTbl. AnFall aHblKTanfaH xegen nenkos guarHossl 6ap 6ananapgarsl XpoMo-
comanblk abeppaunsanapablib KypbifibiMbl MEH XUWiNiriH peTpocnekTUBTI Tanaay.

MaTtepuan xaHe apgicTepi. AnmaThbl KanacblHAarbl «llegnatpus xeHe Gananap xupyprusacol
FbiNbIMU opTanbifbl» AK-HbIH OHKOremaTonorusnelk 6enimwecinge 2015 xeingad 2017 xbin apa-
nbiFbiHAA cTaumoHapnblk emae 6onfaH 6ananapabiH aypy TapuxblHa peTpoCnekTUBTI Tanaay Xyp-
risingi. XKegen nenkos anarHo3biMeH 6actankbl aHbikTanfad 310 aypy Tapuxbl 3epTTengi.

HaTuxenepi MeH Tankbinaysbl. LinToreHeTukanbIK xxaHe MONEKyNsapbl-LUToreHeTmkansik (in situ
rnbpuansauus agicimer) 3epttey 6apbicbiHaa 310 nauMeHTTiH apacbiHAa CyMeK KeMiriHiH icikTi 6nacT
XacywanapblH 3epTTey bapbicbiHAa apTypni xpomocomanslk abeppaumanap 158 HaykacTa (51%)
aHblkTanabl. Kaneintel kapnotun 102 HaykacTa 6avikanapl (33%).

KopbITbiHAbI. Bananap nonynauusaceiHAa apTypni xacTtarbl 6ananapaarsl xefen nenkosably
KYPbINbIMbIHAA XKETEKLI pen aTkapaTtblH Xeaen nenkosnbiH MnmdobnacTTeik Hyckachl (75,5%) 6acbim.

PeueHseHT: AbunsanHosa Nynbluapa XKycynoBHa, AOKTOP MeAWLMHCKMX HayK, pykoBoauTenb JlabopaTopum nepcoHannsnpoBaHHOM reHOMHOWM ANarHOCTUKY,
BonbHunua MeaguumHckoro LeHTpa Ynpasnenusi genamu lNpesngenta PK, e-mail: Labgen-astana@mail.ru
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XKenen mnenobnacTtTbl Nenko3ablH yneci xxeaen nenkosabiH 22,6% kypangbl. XXegen numgobnactTbl
neriko3 6ap HaykacTapga eH Xwi ke3fgeceTiH abeppauusa 6nacTTbl )Xacyllanapgarbl Xxpomocomanap-
AblH runepgunnongusacel (10,6%) 6onabl, KypbinbIMAbIK ©3repicTepain iWwiHae anabiHFbl OpbiHAA
TpaHcnokauns t(12;21)(p13;922)/ETV6-RUNX1, on 37 (16%) HaykacTa aHblkTangbl. XKegen mvenob-
nacTTbl newko3na eH xui kesgeckeH abeppauus t (8; 21) (922; g22) / RUNX1-RUNX1T1 6ongbl, on
15 (21,4%) naumeHTTe aHbIKTangbl.

Herisri ce3gep: >xefqen nenkos, cynek kemiri, 6racTTbl xacywanap, KapuoTun, XpoMocoMarnblk
abeppauuanap, UMToreHeTUKanbIK 3epTTey.

SUMMARY

COMPARATIVE ANALYSIS OF CHROMOSOMAL ABERRATIONS
IN CHILDREN WITH ACUTE LEUKEMIA
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Leukemia is a hematopoetic tissue tumor with a primary lesion of the bone marrow, where the mor-
phological substrate is the blast cell. Chromosomal and molecular genetic aberrations play a major role
in the acute leukemia pathogenesis, determing the morphological, immunological and clinical features
of the disease.

Our study was aimed to to analyze retrospectively the structure and frequency of chromosomal
aberrations in children with initially diagnosed acute leukemia.

Material and methods. Medical histories retrospective analysis of children charged to oncohema-
tology department of the «Scientific Center of Pediatrics and Pediatric Surgery» in Almaty for the period
2015 - 2017 was carried out. 310 histories with primary diagnosed acute leukemia were studied.

Results and discussion. Among 310 patients different chromosome aberrations were isolated in
158 patients (51%) during cytogenetic and molecular cytogenetic (in situ hybridization) studies of bone
marrow blast cells. A normal karyotype was observed in 102 patients (33%).

Conclusion. The lymphoblastic variant of acute leukemia was determined in 75.5%, that indicates
its leading role in AL structure among the children of different ages. AML was determined in 22.6% of
all OL cases. The most frequent chromosomal rearrangement in ALL patients was blast cell chromo-
some hyperdiploidy (10,6%) and t(12;21)(p13;922)/ETV6-RUNX1,which was detected in 37 (16%) pa-
tients. The most frequent AML abberation was t (8;21) (922;922)/RUNX1-RUNX1T1, identified in 15

(21.4%) patients.

Keywords: acute leukemia, bone marrow, blast cells, karyotype, chromosomal aberrations, cytoge-

netic study.

For reference: Nessipbayeva ZhN, Bulegenova MG, Karazhanova MK, Nurpisova DZ. Comparative
analysis of chromosomal aberrations in children with acute leukemia. Meditsina (Almaty) = Medicine
(Almaty). 2020;5-6(215-216):7-14 (In Russ.). DOI: 10.31082/1728-452X-2020-215-216-5-6-7-14

YECKOHM TKaHH C MEPBUYHBIM MTOPAKEHHEM KOCTHOTO

Mo03ra, MOp(OIIOTHYECKUM CyOCTPAaTOM KOTOPOTO SIBIISI-
ercst OnacTHas kietka [1]. YcraHoBieHHe auarHosa Tpedyer
WCCITeIOBAHMS KIIETOK KPOBU M OPTaHOB KPOBETBOPEHHS C TIOMO-
1IbI0 MOP(OJIOTHYECKUX, UMMYHOJIOIHYECKUX, IUTOTeHETHYe-
CKHX U MOJICKYJISIDHO-TEHETHYECKUX METOOB. B Hacrosimiee
BpEMS HUTOICHETUYCCKOE UCCITICIOBAHNEC B ITCMATOJIOIMH UTPACT
BECOMYIO POJIb B JJMATHOCTHKE, JICYEHHN W NIPOTHO3UPOBAHUH
TedeHus 3aboneBanus [2, 3, 4]. XpoMOCOMHBIE I MOJIEKYIISIP-
HO-TeHeTH4YecKue abeppaliu, Urpasi OCHOBHYIO POJIb B TIaTOre-
HE3€ OCTPBIX JICHKO30B, ONPEALIISIOT MOP(POIOTHYECKHE, UMMY-
HOJIOTHYECKHE U KIMHUYECKHE 0COOEHHOCTU 3a00JIeBaHUsL.
BonpmmHcTBO Hanbosee pacnpoCcTpaHEHHBIX XPOMOCOMHBIX
abeppanuii IMeeT CaMOCTOATEIBHOE MIPOTHOCTHYECKOE 3HaUe-
HHE KaK ITPU MHUEJIOUTHBIX, TaK U MPH JTUM(OOITaCTHBIX OCTPBIX
nerko3ax [5, 6]. s ocTphIX JIEHKO30B CBOWCTBEHHBI Pa3HO-
00pa3Hble 1 MHOTOYHCIIEHHBIE XPOMOCOMHbBIE NEPECTPONKH B
kapuoturne. HekoTopbie U3 HUX BCTPEYAIOTCS CPABHUTEIBHO
4acTo, apyrue - peaxo. [Iporaocruyeckoe 3HaueHne OOJbIIMH-
CTBA 4acTO BCTPEUAIOIINXCSI XPOMOCOMHBIX IIEPECTPOEK HE BBI-

l I €UKo3 - 3TO OITYyXOJICBOC HOBOO6pa3OBaHI/I€ TEMOIIOOTH-

3bIBACT COMHEHUI, POJIb MHOTUX PEAKHX aHOMAJIMH KapHOTUIIA
noka ere HesicHa [7]. Ha coBpemeHHOM 3Tare JeueHns OCTPbIX
JIEKO30B XPOMOCOMHBIE IEPECTPONKHU HE TOJIBKO CITYKAT OTHUM
13 DIaBHBIX (haKTOPOB MPOTHO3a, HO U SIBIISFOTCSI OCHOBaHHEM
IUTsl BBIOOpa Harbolee 2 GEeKTUBHON TAKTUKH TeparuH [8].

Leab ncciaea0BaHus - pETPOCIEKTUBHBIN aHAIU3 CTPYK-
TYpBI H 4YaCTOTHI XPOMOCOMHBIX abeppaluii y aereit ¢ nepBud-
HO JMarHOCTHPOBAHHBIM «OCTPBIM JICHKO30M.

MATEPUAJI U METObI

Bout npoBenen perpocnexktuBHblii ananu3 310 ucropuii 60-
JIe3HU JeTell, HAXOQUBIIUXCS Ha CTAllMOHAPHOM JICUEHUU OHKO-
remarosoruyeckoro oraenenust AO «HayuyHoro neHTpa nejgua-
TPUM U JETCKOM XUpyprum» . Anmarsl 3a nepuon ¢ 2015 no
2017 rr. luar{o3 u BapuaHT OCTPOTO JIeHKo3a ObLTH YCTaHOBIIC-
HBI Ha OCHOBAHHH PE3YIIBTATOB MOP(OIOTNIECKUX, UMMYHOJIO-
THYECKHX, IUTOTCHETUYECKUX U MOJIEKYIISIPHO-TEHETHYECKUX
uccieoBanuii coracHo kpurepusiMm BO3 u FAB-knaccuduka-
11u. MarepuanoM UCCIIeI0BaHuUs TOCTYKUIN KIETKU KOCTHOTO
MO3ra, TOTyYEHHOTO IPH ITyHKINOHHON OUOIICUM TPYAMHbI HIIH
MOJB3/IOIIHOM KoCTH. LlnToreHeTHyeckne Ucciea0BaHus mpo-

MEJMILMHA (Anmarsi), Ne5-6 (215-216), 2020 .




B oruruHanbHbIE nccEAO OHKOJIOTUS

BOJMJIMCH B JJa0OPAaTOPUH [IEHTPA CTaHAAPTHBIM [IUTOTCHETH-
YECKUM METOZIOM C TIOMOIIBI0 TU(PPEPEHIINATEHOTO OKpAIIU-
BaHUSI XPOMOCOM. XPOMOCOMHEIE peTiapaThl aHATN3UPOBAJINCH
Ha MHKPOCKOIAX MCCIEI0BATENBCKOTO Kacca ¢ UCIOIb30Ba-
HHEM TPOrpaMM aBTOMATHYECKOTO KapUOTHIIHPOBaHUs. B He-
KOTOPBIX ClIydasix HOHHOHCHHLIﬁ HHTOFCHCTHHCCKHﬁ aHaJIu3
MIPOBECTHU HE YIAIOCh U3-32 OTCYTCTBUSI MUTO30B MJIM HU3KO-
ro kadecta Meradas, OCHOBHBIMU NPUYMHAMH KOTOPOTO
MOTYT OBITh HEJIOCTATOYHOE KOJIMYECTBO KJIETOK B JIOCTaB-
JIEHHOM B J1a0OpaTopuIo Marepuaie (Ipu ariacTHYEeCKUX
AHEeMHSIX, TUIOIUIACTHYCCKUX (opmax pedpaKkTepHbIX aHe-
MU, BbIpaskeHHOM (puOpo3e KOCTHOIO MO3ra, pa30aBiIeHUH
KOCTHOTO MO3ra nepudepuueckoil KpoBbl0), YMEHBIICHUE
00IIero KoIu4ecTsa JEHKOIUTOB B KPOBH, a TAKXKe IOJTyde-
HHUEe 00pa3loB KOCTHOTO MO3Ta y MAIlMEHTOB ¢ UMMYHOIE(DH-
IIUTOM, Pa3BUBIIEMCS ITOCIIE XMMUOTEPAIIEBTHYESCKOTO Jieye-
Hust. KapuoTun onuchIBaiy B COOTBETCTBUH ¢ MEXKTyHAPOTHOM
nuToreHerudeckoil Homenknarypoi (ISCN 2016) [9]. Ipu
OTCYTCTBHHU MUTO30B, a TAK>Ke IIPU IIOJO3PEHUHU Ha ONPeiesIeH-
HBIE BapHAHTHI OCTPOTO JIEHKO3a MO Pe3yIbTaTaM HMMYHOJIO-
THYECKHX B MOP(HOJIOTHYECKHUX HCCIeIOBAHUN M KIMHUYE-
CKUX TPOSIBICHUI 3200JICBaHUS IPH HOPMAITBHOM KapHUOTHUIIC
JIOTIOTHUTEIBHO MPOBOIUIN HCCISIOBAHUE METOAOM (hiyo-
pecuenTHo# rudpunusanuu in situ (FISH) ¢ ncionszoBanuem
KoMMepueckux 30H70B. Mccnenosanue meroqom FISH mposo-
I HA MHTepa3HbIX sSApax W MeradasHbIX IIIACTHHKAX C
MMOMOIIIBIO OJIMTOHYKJICOTHIHBIX 30H10B Vysis LST RUNX1/
RUNXITI Dual Fusion Translocation Probe, Vysis LSI PML/
RARA Dual color; Dual Fusion Translocation Probe, Vysis LSI
TCF3/PBX1 Dual color; Dual Fusion Translocation Probe, Vysis
LSI CBFB Dual Color; Break Apart Rearrangement Probe
1622, Vysis LSI BCR/ABL ES Dual color Translocation Probe

Tabnuua 1 - PacnpeaeneHne NauMeHTOB Mo Nony

CE marked, Vysis LSI MLL Dual Color; Break Apart
Rearrangement Probe, Vysis LSI ETV6(TEL)/RUNX1(AML)
ES Dual color Translocation Probe (Abbott Molecular). B
COOTBETCTBUU ¢ pekomeHnanusiMu BO3 B kauecTBe AUarHoCcTu-
YeCKU 3HAYMMOTO TIOpOra OCTPOTO JIeiK03a MPUHUMAIH KOJIH-
4ecTBO OJACTHBIX KJIETOK B KOCTHOM Mo3re 25% u Goiee
[10-13].

PE3VJIBTATBI U OBCYXKAEHUE

bouto uccnenosano 310 uctopuii Oosie3HU 3a MepUoa ¢
2015 no 2017 rr. ¢ nepBUYHO JUArHOCTUPOBAHHBIM OCTPHIM
neiiko3oM. YKo NanueHToB ¢ OCTPHIM MUETI00IACTHBIM JIeH-
ko30M (OMUJI) coctaBuio 22,6% (n=70), octpsiii mumdobnact-
HbIi sefiko3 (OJII) — 75,5% (n=234), nenuddepeHunponan-
Hble ¥ OM(EHOTUIINYECKUE BAPUAHTHI (IPYTUe BHIBI JEHK03a)
BcTpedeHsl B 1,9% ciydaeB (n=6). Pacnpenenenue no noiy
naueHToB ObiIo cnexyrouwmm: 173 (55,8%) manpuuka u 137
(44,2%) nesouek (tabi. 1). Bo3pacr uccneayembIX MaueHToB
Kosebancs oT 2-x Mecsues 110 18 ner.

Takum 00pa3oM, pe3ysbTaThl, MOJTYUYCHHbIE B OTHOIICHUH
SMHUJIEMHUOJIOTHU OCTPBIX JIEHKO30B, COOTBETCTBYIOT JINTEpa-
TYPHBIM JIAHHBIM, B KOTOPBIX OTMEUEHO 3HAUYUTENbHOE MPeoo-
naganue TMM(}OOIaCTHOTO OCTPOTro JICHKO3a HaJl MUEI00J1acT-
HBIM U MOKa3aHo 0oJjiee yacToe pa3BUTHE 3a00JICBAHUS Y
MaJBIMKOB, YeM y AeBouek [ 14, 15, 16].

Pacnipenernenye MayeHToB 110 HALMOHAJIBLHOCTH OTOOpa-
JKEHO B Tabsmie 2.

Mo maHHBIM TaOIMIBI OTMEYAETCs MPeodIagaHie aleH-
TOB Ka3axCKoil HaunoHanbHOCTH (75,5%), Ha BTOPOM MecTe -
y30ex (9,7%), 4To CBA3aHO C NOCTYIIIEHUEM U3 I0XKHBIX Peru-
OHOB, IZIe y30eKcKas Iuacropa IIUPOKO IpeAcTaBleHa, Ha
TpeTbeM — pycckue (7,7%).

Konuuecteo naumeHTos
MNon
abc. uncno %
Manbumkm 173 55,8
[eBouku 137 44,2
Bcero 310 100

Tabnuua 2 - PacnpeaeneHne NayMeHToB MO HaLMOHANBLHOCTH

HaumoHanbHoCTb NaumeHToB Obuiee xonniecrao
abc. umcno %
Kazaxu 234 75,5
Y36eku 30 9,7
Pycckue 24 7,7
Yiirypsi 8 2,6
Tatapsl 5 1,6
Mpoune 9 2,9
Bcero 310 100
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Inarpamma 1 - Pacnpepenenue nauueHTos no pernoHam Pecnybnukn Kasaxcran

4! JAuarpaMmsbl CICAYCT, YTO OOJIBIIMHCTBO ManuCHTOB

IlenTpa noctynaroT U3 AJIMaTHHCKON

00J1acTH, a TakKe U3

FOXKHBIX U 3anaHbIx pernoHoB PK (quarpamma 1). OTo cBsizaHo

C TCM, YTO MalHUCHTHI U3 CCBEPHBLIX U

BOCTOYHBIX OOyacreit

oOparrarorcs B «HarroHanbHbIi HaydHBIH [IEHTP MATEPUHCTBA
u gercteay (I. Hyp-Cynran), 4To cBsI3aHO ¢ UX OJIU3KUM Ieo-

rpaUueCKUM MOJI0KECHUEM.

Tabnuua 3 - Mopdonornueckme Bapmantbl OJ1J1y geten

Mopdosnoruueckuii Bapuant L2 (o FAB-knaccngukanmm)
cpenu Beex OJII siBnsercst nomunupyrommm (69,2%) (tabam. 3).

VIMMyHO(EHOTHIIPOBAHNE KJICTOK KOCTHOTO MO3Ta BbIsi-
BUJIO nipeobrnananue B-neiikozoB (91,8%) nan T-nelikozamu
(8,2%). B crpykrype B-OJIJI nomuamnpoBamu common (70,4%)
u npe-B (13,3%) noasapuanTsl (Tadum. 4).

Mopdonoruueckast knaccudukarus FAB st OMJT moxker

O6bLee KonMuecTeo
Mopdonormyeckre BapHaHTbI

abc. uncno %

L1 68 29
L2 162 69,2
L3 4 1,8
Bcero 234 100

Tabnuua 4 - UMMyHoOROrnyeckas ctpyktypa OJIJ y geten

Cy611n OJIJ1 n %
Common 165 70,4
Pro-B-ALL 13 5,5
Pre-B-ALL 31 13,3
B-ALL 6 2,6
T-ALL 19 8,2
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Tabnuua 5 - PacnpegeneHne BapuaHToB OMIJT no mopdonorMyeckMm M MMMYHO(EHOTUMIMMYECKMM NMPH3HaKaM

FAB MMMyHOeHoTHN n %
M1-M2 CD13, CD33 43 61,4
M3 CD2, CD56 12,9
M4-M5 CD14, CDé4 1,4
M7 CD36, CD41, CDé1 10 14,3

OTIPE/ICIISATH JICUCHHUE U CTPATH(DUKAIMIO TPYIIN PUCKa. Y JIeTei
¢ OMJI cornacHo FAB-xiaccuukanuy BbIIEISIOTCS WIECTb
BapHaHTOB Jiciiko3a: M1 — Mueno6iaacTHeI 0€3 CO3pEBaHMUS;
M2 — muenoOnacTHblii ¢ co3peBaHreM; M3 — npoMuenonurap-
HEIH; M4 — MuenoMoH006aacTHEIN; M5 — MoHOOMacTHEIH, M7
—Merakapuo6aacTHelil. C HauOoblIell 4acTOTOH perucTpupo-
Basi BapuanTel M1-M2 (61,4%); Heckombko pexe — M4-M5
(11,4%). He 6b110 OTMEUEHO HU OJHOIO Cilydasl pa3BUTHS
octporo 3putpodnactHoro (M6) neiiko3a (tabmn. 5). B panee
onyOJIMKOBaHHBIX HcchenoBaHusx M.B. Viana u coaBsrt. u
T. Imamura u coaBT. HAUOOJIEE YACTO OTPeeIIieMbIMI MOP(hO-
JIOTUYECKUMHE TUIaMu ObLTi M 1-M2, 4To cOBIagaeT ¢ HAMMH
nmanabeiMu [17, 18].

ITpy IUTOTEHETHYECKOM U MOJECKYIISIPHO-IIUTOTCHETHYC-
CKOM (METOZIOM in Situ THOPUIN3AIINHT) UCCIICIOBAHUSIX OITyXO-
JIEBBIX OJACTHBIX KJIETOK KOCTHOTO Mo3ra cpeau 310 nanueHTos
y 158 mamueHToB ObUIM BBIICJICHBI PA3JIMUHBIC XPOMOCOMHBIC
abeppauuu (Tadmn. 6). [Io 1aHHBIM pa3HBIX aBTOPOB AaHOMAJIUH
KapuOTHIIA BBIABIAIOTCA TpuMepHO Y 60—80% nanuenTtos ¢ OJI
[19, 20]. B HameM cityyae IpUYKMHA HU3KOU BBIIBIIEMOCTH
XPOMOCOMHBIX aOepparuii BO3MOXHO CBsI3aHA C HATHYUEM
«CKPBITBIX» IEPECTPOCK MPHU HOPMATEHOM KapHOTHIIE, KOTOPHIC
MOryT ObITh 00HapysKeHbI ¢ uctonb3oBanrem OT-TTP, npodu-
JIMPOBAHUS IKCITPECCUH F'€HOB HA OCHOBE MUKPOYHUIIOB, aHAITU3a
Yyuciia TeHOMHBIX ko min cekBenupoBanus JTHK wmu PHK.
OTU MOJIEKYISIPHO-TEHETUUECKUE METO/IbI HE IIPOBOJSATCS Y Hac
B naboparopuu. HopmainbHblil kapuoTun HabOmromancs y 102
nanuenToB (33%). He ynanock nonmyunts Metadas Juist nuTore-
HeTH4yeckoro ananmusa y 50 6onpHbIX (16%).

ITo nanubIM Tabnunbl 6 HaubosIee YacTo ONPeeIsIEMbIMU
xpomMocoMHbIMU abeppanusMu ipu Common B-OJIJT Obutn
1(9;22)(q34;q11), del(6q), npo-B-OJIJI - t(4;11)(q21;q23), nipe-
B-OJUJT - t(1;19)(q23;q13),t(12;21)(p13;q22), 3penom B-OJIJT
— t(8;14)(q24:;932), t(8;22)(q24;q11), T nuueitnsix OJIJI —
t(8;14)(q24:ql1), t(11;14)(p13;ql1), a Takxke npu M1-M2
cyorune OMJT —(8;21)(q22;q22), +8, M3 —t(15;17)(q22;q11),
M4 — inv(16)(p13;q22), uTO COOTBETCTBYET JaHHBIM Martinez-
Climent J.A. [21].

XpOMOCOMHBIE aHOMAJIMH, ACCOITMMPOBAHHEIE C YCTOWIH-
BbiMu Bapuantamu OMIJI u OJIJI comnacHo knaccudukanuu
BO3, 66utn o6HapyxeHsl y 117 0onbHbIX (74% OT Bcex ciyya-
€B C XPOMOCOMHBIMU HapyueHusMmu). B 26% (n=41) umenu
MecCTO Jpyrue abeppaiuu, He cBs3aHHbie ¢ BO3-BapuanTamu
OCTPBIX JIEMKO30B.

N3 117 mauueHToB ¢ PpEeKyppPEHTHBIMH XPOMOCOMHBIMU
nepecrpoiikamu B 6nactHbIX kietkax OJI cimyyau OMII cocra-
B 18% (n=21), OJIJT — 82% (n=96).

MoneKyasipHO-UUTOT€HETUUECKOE UCCIIEJOBAHUE METOIOM
FISH ¢ IHK-30H12MH K M3BECTHBIM XPOMOCOMHBIM TIepe-
cTpoiikaM ObuI0 mpoBeneHo 98 nmanueHTaM. Y 66 ManueHToB

06110 OOHAPYKEHO HATTMYHE XUMEPHBIX TEHOB, Y 32 TAIlEHTOB
JTaHHBII METOJ HE 0OHAPYKHII NIepecTpoiiky reHoB. M3 66 00-
HapyXXCHHBIX ciydaeB y 37 Obuto BeisiBiieHO ETV6/RUNXI -
t(12;21), y 5 BCR/ABL - t(9;22), y 7 MLL rearranged -
t(v;11923.3), y 2 TCF3-PBXI - t(1;19), y 3 ¢-MYC - t(8;14), y
5 RUNXI/RUNXITI - t(8;21), y 4 PML/RARA - t(15;17),y 3
CBFB/MYHI11 - inv(16).

Cpenu Bcero KOHTHHTeHTa nanueHToB ¢ OMJI BapuaHT,
aCCOIMMPOBaHHBIN ¢ TpaHcnokanuei t(8;21)(q22;q22) u Bo3-
HukHOBeHHeM xumepHoro reHa RUNX1/RUNXITI1, 6bu1 06-
HapyxeH y 14 manuentos (20%). [IpomuenonnTapHslii Bapu-
ant OMUJI ¢ tpancnokanumeit t(15;17)(q22;q12), npuBoasiuii
BO3HHKHOBCHHIO aHOMasibHOTO reHa PML/RARA, otmeueH y 4
GonbHBIX (5,7%). B nureparype coolriaeTcs, 4To TpaHCIOKa-
us t(8;21) siBisiercst Hanbosee pacnpoctTpaneHHoi ipu OMUJIL,
Bappupyst oT 12 10 23% [18, 22, 23], a Tpancnokauus t(15;17)
Habmonaercs B 3,4-10% cimygaes [18, 22].

B rpynne nanuentos ¢ OJIJI camoll yacToil XpoMOCOMHOIM
MePECTPOIKON OblIa THIIECPANUTLIONANS XpoMocoM (>50 xpomo-
coM), KoTopasi Obuta ycraHosieHa y 25 6onbHbIX (10,6%), uro
3HAYMUTEIILHO PeXke 1o cpaBHEeHUIo ¢ qanHbivMu Pui C.H., et al. u
Moghrabi A., et al., y KOTOpBIX OH cocTaBisieT 0KoJo 25% [24,
25], a B psine uccnenoanuit gocruraet 38% [26]. Cpenu cTpyk-
TypHBIX nepectpoek mpu OJIJI JOMHHUPYET TPaHCIOKAIHsI
t(12;21)(p13;q22) ¢ axcnpeccueii rena ETV6/RUNX1, kotopas
Obuta tuarHoctuposana y 37 nauuentos (16%). ITo nanubiv Pui
C.H. u coaBT. camoii 4acToii CTPyKTypHOU IePeCcTPOHKOM mocie
TUIIEPAUIUIONINN XpPOMOCOM sBJIsieTCs TpaHciokanus t(12;21)
(p13;922), xotopas Obla BbIsIBICHA B 25% cirydaes [24].

VY nammenToB ¢ OJIJI Takke ObUTH BCTPEUCHBI YCTOMUINBBIC
abeppainyu, cooTBeTcTBytoMe Kinaccudukanuun BO3. Tak, y
4,7% GonpHbIX (n=11), moAna AKX 110J] 3TH KPUTEPUH, OOHA-
pyxuanu Bapuant OJIJI ¢ Ph-xpomocomoii —t(9;22)(q34;q11.2),
KOTOpasi yKa3bIBaeT Ha dKcIpeccHio xumepHoro rena BCR/ABL.
B paborax Schmidt A. u Dawidowska M. u coaBrT. JIeHKO3bI C
1(9;22)(q34;q11) cocrasmstor o 5% OJUL y nereii u 15-30% y
B3pocibiX [27, 28]. ¥V 6 manueHToB ObUIa OOHApYKEHA TIepe-
crpoiika t(4;11)(q21;q23), npuBoasinas K peapaHx UpOBKE reHa
MLL. OJII ¢ TpaHciokarueit t(5;14)(q31;q32) 1, COOTBETCTBEH-
HO, HanmuueM xuMmepHoro resa IL3/IGH Obul 1uarHocTHpOBaH
y 1 6omnpsHOTO (0,4%). Mapkep mumdomsr bepkutra - Tpancio-
karus t(8;14)(q24;932) ¢ nepecrpoiikoii rena C-MYC (8q24)
OBbUI BBISIBIICH Y 4 OOJIbHBIX, @ y 1 GOJIILHOTO ObLIT 0OHAPYKEH e
Gonee penkuit BapuanT t(8;22)(q24;q11).

Taxum 00pa3oM, KapHOTHITHPOBAHHE KJIETOK KOCTHOTO
MO3ra OOJTbHBIX OCTPBIM JICHKO30M MO3BOJISIET BBISBIISTD LIEIbII
P pa3HOOOpa3HBIX XPOMOCOMHBIX abepparuii. YacTh 13 HUX
JIOKa3aHHO OIpeelIeT IaTOreHe3, IPOrpecCUPOBAHUE U IIPO-
THO3 OCTPBIX JIEKUKO30B, a POJIb OCTABIIEHCS YaCTH eIIe uccie-
Jyercsl.

. MEDICINE (Almaty), Ne5-6 (215-216), 2020




OHKOMOTUs HAJBHBIE nccnenoBAHns [

Tabruvua 6 - XpoMOCOMHbIe abeppaLimy, BbiSBRIEHHbIE NP1 KaproTunpoBaHmum u FISH-uccneoBaHM KOCTHOro Mo3ra

MMMYHOJ‘IOI’M‘-IeCKaﬂ

Buper ON1 ctpyktypa OJ1

XpomocomHble abeppaLmm

1(12;21) -6

1(1;19) -1

1(9;22) - 11

InepaunnouaHeii kKapuotun — 25

MnopunnongHbIM KapuoTmn — 2
46,XY,1(5;14)(931;932)[20]
46,XX,del(1)(g32),del(6)(923),i(9q),del(13)(g21)[20]

47, XY,del(6)(q15),+mar[20]
46,XY,del(6)(q21)[2]/46,XY[18]
46,XX,1(9;11)(934;p15)[30]

46,XX,1(7;9)(p22;931)[15] /46,XX[5]
46,XX,1(9:17)(922;925[20]

46,XY,1(3;8;17;22) (929;911;925;911.1),+mar [20]
46,XX,1(3;6)(927;915)[10]/46,XX[10]
47,XY,del(6)(g21),+16[20]
48,XX,del(1)(g25),del(3)(p13),del(9)(g22),del(11)(q14),add(13)(p12),-
onn 5,420, +21,+21[2]/46,XX[18]

47 ,XY,i(7)(gq11),add(11)(923),-16,+21,422[20]/46,XY[5]
46,XY,del(6)(921),del(11)(g21),del(12)(p12)[20]

47 XY 1(2;11)(p15:913),+8 [12] /46,XY[8]

1(12;21) -6
Pre-pre-B-ALL t(4;11) -5
46,XY,1(2;16)(p15;p13)[10]/46,XY[10]

t(1;19) -4

1(4;11) =1

1(12;21) - 25

Pre-B-ALL rMnepamnnongHbIg — 2
45,XX,del(9)(p22),-20[20]
46,XY,inv(7)(p14;921)[10]/46,XY[10]
46,XY,del(17)(q24)[10]/46,XX[10]

1(8;14) -3
1(8:22) — 1

1(8;14) — 1

46,XX,1(11;14)(p13;q11), add(19)[20]

T-ALL 48,XY,1(9;17)(q34;923),+del(10)(g22),+20[ 13]/48, XY, +(9;17)
(934;923),4+10,420 [7]

46,XY,1(6;7)(p22;936), t(10;14)(p15;913)[10] /46, XY[10]

1(8;21) 14

+8-3

83-86,XY [14]/46,XY[6]

46, XX,del(12)(p12)[20]

48,XY,+12,+17[10]/46,XY[10]

46, XY, del(1)(q32)[8]/46,XY[12]

49,XY,der(5),+8,+10,+21[20]

46,XY,der(12)[20]

46,XY,del(9)(922)

46,XX,1(2;14)(p13;932), add(16p13)[20]

46,XX,1(6;X)(p25;922)

OoMN 46,XY,del(7)(921),-21,+mar[20]

46,XY,1(8;9)(q13;933)[20]

46,XY,del(17)(q24)[20]

46,XY,del(9)(q21)[12]/46,XY[8]
46,XY,1(8;9)(q13;933),der(4)[4]/46,XY,1(8;9)(q13;933)[10]/46,XY[6]
45,XY,dup(1931),add(6p25),del(7922),-21[6] /45,XY,del(7922), 1(7;16)
(922;924),-21[6] /46,XY[8]

M3 t(15;17) — 4
M4-M5 inv (16) — 3

50,XX, +3,+8,+11,4+21,add(18)(p11)[20]
48,XY, inv(7)(p21;932),add(16)(p13),+21,+21[20]

common

B-ALL

M1-M2

M7
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B oruruHAnbHBIE CCEAROE OHKOJIOTUS

BbIBO/bI

B nmerckoit nonynsiuu npeodnanaet TuMQpoOIacTHBII Ba-
pHaHT ocTporo Jieliko3a (75,5%), 3aHuMaroHii BEAyIIyIO POJIb
B ctpykrype OJI y meteit pasnoro Bospacta. Ha nomo OMII
npuxoxures 22,6% seex OJI.

IIpu OJIJI nanGonee yactast HaXOAKa — THIIEPAUIIIOUANS
XpoMocoM B OnacTHbIX KieTkax (10,6%), a Takxke TpaHCIIOKa-
st 1(12;21)(p13;q22)/ETV6/RUNX, nuarHocTupoBaHHas y
37 naunentos (16%).

TIpu OMJI Haubosee yactoii nepecrporikoil Obita t(8;21)
(922;q22)/RUNX1-RUNXI1T1, kotopas uaAeHTUPHULIUPOBAHA Y
14 (20%) GONBHBIX.

IIpospaunocme uccnedosanus

Hcceneoosanue He umeno cnOHCOpCKoll nooodepoicku. Aemo-
Dbl HeCym NONHYI0 OMEemCmEeHHOCHb 3a NPe00CmAasieHe
OKOHYUAMENbHOU 8ePCUL PYKONUCU 8 Nedamb.
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Bxnao aesmopoe

Hecunbaesa Kancas Hyprankwizvl — pazpabomka ousaii-
Ha, HAOOp Mamepuand, NOO20MOBKA U HANUCAHUE CMAMbl,
nposedenue Yumo2eHemuiecko20 Uccie008anusl.
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