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Octpble auM@oOaacTHbIE JIEHKO3bI, cOCTaBAMIOMME 0K0J0 S50% BcexX OHKONMATOJIOIMIl y NMeaHaTPHYECKUX
NMALMEHTOB, XaPAKTepPHU3YIOTCSl BbICOKOH IeTepOreHHOCTbI0, O00YCJIOBJIEHHOH, BO MHOIOM, MOJEKYJISPHO-
reHeTH4eCKHMH AaHOMAJIMSAIMH Y 00JIbHBIX. [IHATHOCTHKA reHeTHYeCKHX H3MEeHEeHMIl 0CyIecTBIAeTCs ¢ IOMOIIbI0
TPeX OCHOBHBIX METOJOB: CTAHAAPTHOr0 KAapPHOTHIHPOBaHUs, (IyopecUeHTHOH rubpuausamuu in Situ u
NOJMMEPA3HOH LeNHOH peakuuu ¢ 00paTHOil TpaHckpunuueil. B cBs3u ¢ pa3iM4HON YYBCTBHUTEJLHOCTBIO M
cnenM(PUYHOCTBIO JAHHBIX MeETOJ0B JAHATHOCTHKH aKTYaJbHbIM MNpeACTABJIsieTCs H3y4YeHHe OcoOeHHoCTel
BBISIBJICHHSI MOJIEKYJIAPHO-TeHeTHYECKNX IepecTpoeKk y Jaereil ¢ ocTpbIMH JuMGOOJIACTHBIMHU JeliKo3aMHU ¢
NMOMOIIBIO PA3INYHBIX METOI0B JIsl OlleHKH UX 3 dexTuBHOCTH. [I0 pesyabTaTam ucciaenoBanus 155 00abHBIX
JeTeil MOJIEKYJSIpHO-TEHeTHYeCKHe AHOMAJIMM JeTeKTHpoBaauchk y 52,2%. Haubonee pacnpocTpaHeHHBIMH
reHeTHYecKuMH nepecrpoiikamu craam: t(12;21)/ETV/RUNXI, runepaunionHbii KJIoH ¢ Tpucomueii 4, 10, 17
xpomocom, mepectpoiiku reso TCF3/PBX1 u MLL. Ilpu 3ToM HauGoJiblee KOJUYECTBO MOJIEKYJISIPHO-
reHeTH4eCKHX AaHOMAJIHii 0GHAPYKEHO ¢ MOMOUIbIO (MTyopecleHTHO# ruépuan3anuu in Situ, pe3yJibTaThbl KOTOPOit
B 27 cjy4yasix He HOATBEPANIUCH IPH KapuoTUnupoBaHuu. B To :ke Bpems B 17 ciyyasax uMe1d MeCTO AaHOMAJIUH,
BbISIBJICHHbIE TNPH LHMTOreHeTHYECKOM HCCJIEe0BAHUM WM He MOATBepAWBINHecS] MeToAOM (hryopecueHTHOM
ruépuansanum in situ. Takum o6pa3zom, HanGoJiee ONTUMAIBLHBIM MPEACTABIISIETCS KOMILIEKCHOE HCII0/Ib30BaHUe
MOJIEKYJISIPHO-TEHeTHYeCKUX U IUTOreHeTHYeCKUX MeTO0B /11 00HAPYKeHUsI XpPOMOCOMHBIX abeppauuii y 1ereit
¢ ocTpbIMH JUM(O0OJIACTHBIMH JIEHK0O3aMHU.

KitoueBble croBa: OCTpbId TUM(OOIACTHBIN JIeiKo3, HeTH, (iyopecleHTHas ruopuauzanus in Situ, cranmapTHoe
KapHOTHUIIMPOBAHUE, MOJIEKYJISIPHO-TEHETHYECKAsk aHOMAJIH.

FEATURES OF DETECTING CYTOGENETIC AND MOLECULAR-GENETIC
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Acute lymphoblastic leukemia, which constitutes around 50% of all oncopathologies in pediatric patients,
characterized by high heterogeneity, largely caused by molecular genetic abnormalities in patients. Diagnosis of
genetic changes is done with the help of three basic methods: standard karyotyping, fluorescent in situ
hybridization and polymerase chain reaction with reverse transcription. In connection with the different
sensitivities and specifics of the giving methods it is relevant to study the features of detecting molecular genetic
rearrangements in children with acute lymphoblastic leukemia with the assistants of different methods for grading
the effectiveness. According to the results of the study of the investigation of 155 sick children, molecular genetic
abnormalities were detected in 52.2%. The most commonly found genetic rearrangements were: t (12; 21) / ETV
/ RUNX1, a hyperdiploid clone with trisomy 4, 10, 17 chromosomes, rearrangements of the TCF3/PBX1and MLL
genes. The highest number of molecular genetic abnormalities was detected using fluorescent in situ hybridization,
the results of which in 27 cases were not confirmed by karyotyping. While in 17 cases with abnormalities were
identified by cytogenetic study, and not confirmed by the method of fluorescence in situ hybridization. Therefore,
a diagnosis is achieved optimally with the combine use of molecular genetics and cytogenetic methods for the
identifying of chromosomal aberrations in children with acute lymphoblastic leukemia.

Keywords: acute lymphoblastic leukemia, children, fluorescence in situ hybridization, standard karyotyping, molecular
genetic abnormality.
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pacrpocTpaHeHHBIM (popMaM 3710Ka4eCTBEHHBIX HOBOOOpPa30BaHUM cpeau neTei. Takue maToIoruu
COCTaBIISIIOT 0KOJI0 50% BCex cilyuaeB OHKOJIOTMYECKHX 3a00JIeBaHUI IETCKOTO BO3pacTa, OOoJIbIlas
9acTh U3 KOTOPBIX IpeJicTaBiIeHa ocTpbiMu JInMpoodnactaeiMu Jielikozamu (OJIT) (80-90%) [1]. B
CBSI3M C BBICOKOW TIe€TEpOr€HHOCTHIO JTAHHOW OHKOIATOJOTHUU OOJBIIYI0 pPOJIb B TUArHOCTHKE,
KJ1acCU(UKALUU U MPOTHO3E TeUeHUs 3a00JIeBaHUS UTPACT BBISBICHUE MOJICKYISIPHO-TeHETUYECKUX
aHomanuit y 6onpHbIX. M3BecTHO, uTO B 80% CilydaeB pa3BUTHE KaK OCTPBIX TUM(OOIACTHBIX, TaK U
OCTpPBIX MHUENIO0IACTHBIX JICHKO30B aCCOIMMPOBAHO C PA3IMYHBIMH XPOMOCOMHBIMUA aHOMAIIUSMH,
npuueM st OJIJI yacTo oTMeuaroTcs pa3nuuusi B abeppauusx y JeTei pa3HbIX BO3PACTHBIX TPYIIII
[2]. UccrnenoBaTenu B OCHOBHOM BBLACISIOT ABE TPYIIIBI MAIMEHTOB 10 XPOMOCOMHBIM aHOMAJIUSIM:
JIeTH TIEPBOTO TO/1a )KU3HU | JETH cTapiero Bo3pacra (1—17 et ¢ nukom 3a0oneBaeMoCcTH 2—5 JIET).
[Tpu 5TOM y GonbHBIX Mitazme 1 roga Hanboee pacpoCTPaHEHHBIMU SIBJISIOTCS IEPECTPOUKH I'eHa
MLL ¢ npeobiaganuem 11923/MLL [3], B TOo BpeMsi Kak MalMeHThbl CTapiiell BO3PACTHOMN TPYIIIIbI
XapaKTepU3yIOTCs OONBIIUM UANa30HOM U3MEHEHHI, U3 KOTOPBIX OCOOEHHO YacTO BCTPEYAIOTCS
t(12;21) u t(1;19), npuBoasmKie K 00pa3oBaHHIO XMMEPHBIX TpaHckpunToB ETVG6/RUNXI1 u
TCF3/PBX1 coorBerctBeHHO [2, 4]. Takke Hepeako cpeau OOJBHBIX JETe OTMe4aeTcs
TUIEPIUILIONINS C yBeTndeHneM Koiuuectsa 4, 6, 10, 14, 17, 20 u X-xpomocom [4, 5].

Jns  BbIBICHUS TEHETUYECKMX W3MEHEHUH, Kak [PaBWIO, HCIONb3YIOTCS JaHHbIC
CTaHJIApTHOTO KapUOTUIMPOBaHUsA, (ayopecieHTHo rubpuauszanuu in situ (FISH), BapuanTs
MOJINMEPa3HOM LIETHOW PeaKIiy, a TAKXKe pa3InYHble COUETaHUs JaHHBIX METO/0B [3, 6].

CTOUT OTMETHTh, YTO YYBCTBUTEIHHOCTH METOJOB B BBISBICHUU AHOMAJHUIl 3HAYUTEIHHO
pasnuyaercs. Tak, HauMMEHbLIEH YyBCTBUTEIBHOCTBIO XapaKTEPU3YeTCsl CTaHIAAPTHBIA METOJ
kapuotunupoBanus (59,8% BbIABIAEMOCTH CTPYKTypHbIX mnepectpoek MLL), a namnbonbiiein —
FISH-uccnenoranue (73,1% BBIIBISEMOCTH CTPYKTYpHBIX mepectpoek MLL) [3]. Meton
noJuMepa3Hoi IenHoi peakuuu ¢ oOpatHoil Tpanckpunuueit (OT-IILIP) nmeer HambGonblIyio
JMAarHOCTHYECKYI0 3HAYUMOCTh TIPU OCTPbIX MuenoOnacTHeIX Jeiiko3ax (OMJI). [lannas
moaudukarus [P HeoOxoawma isi BBISBICHHUS TPAHCIOKAIMN, YYaCTBYIOIIMX B PEMPECCUHU
koMmiuiekca CBF, akTuBanmuu THpo3WHKWHA3 u ux penentopoB. Kpome toro, OT-IILIP, cormacHo
MHEHMIO pslla aBTOPOB, CIYXUT €AMHCTBEHHBIM CIOCOOOM HAeHTU(UKanuu TpucomMuu 11
xpomocoMsl ipu OMJI, a taxske mytauuit RUNX1 [7]. TTpu OJIUI TILIP ¢ o6paTHOI TpaHCKpunuen
MOKET UCHOJb30BaThesl Hapsany ¢ FISH-uccrienoBanmem st muarnoctuku t(9;22) tuna pl190, a
TaKke o0pa3oBanus xuMepHbIX TpanckpuntoB ETV6/RUNXL, E2A/PBX1, SIL-TAL1 u HeKOTOPBIX
npyrux [8].

B cBsi3u ¢ 0co0oif 3HAYMMOCTBIO MOJIEKYJSPHO-TEHETUYECKUX IEPECTPOeK MPU OCTPHIX
TUMQOOIIACTHBIX JIEHK03aX M CI0KHOCTSMHU MX THATHOCTUKU M3YY€HHE OCOOCHHOCTEH BBISBICHUS

XPOMOCOMHBIX a6eppaum‘/'1 Pa3IMYHBIMU MECTOAaMU MPEACTABIISICTCA aKTyaJIbHbBIM.



[lenp wuccnenoBaHUA: HM3YYUTh OCOOCHHOCTH BBISBICHUS MOJIEKYJISIPHO-TEHETUYECKUX
MEPECTPOCK y A€TEH ¢ OCTPHIMU TUM(DOOIACTHBIMU JICHKO3aMU C IIOMOIIBIO PA3IMIHBIX METOJIOB JUIS
OLIEHKHU MX 3(PPEKTUBHOCTH.

Matepuan u MeToabl ucciaen0oBaHus. B xoze uccienoBaHus NpoBeId PETPOCTICKTUBHBIM
aHanu3 155 ucropuii OoJie3HM ACTEH C MEPBUYHBIMH OCTPHIMH JMMGOOIACTHBIMU JICHKO3aMH B
BO3pacte oT 6 mecsues 10 17 jeT, HaxoauBIIKMXCcA B remaTojiornueckom otaenenun ['bY3 «Jletckas
KpaeBas knuHnueckas oonsHua» M3 KK r. Kpacnonapa B mepuog 2016-2020 rr.

B coorBerctBUM ¢ uMMyHOodeHoTHIIOM (10 Kkiaccupukanuu EGIL) nmetm  Obuin
pacrpe/eeHsl B IBe TPYIIIbI HCCICIOBaHMS: IEPBYIO IPYIITY cocTaBuian 6osbpHbIe B-OJIJT (n=139),

Bropyto — T-OJIJI (n=16) (Tabm. 1).

Tabmuna 1
XapakTeprcTHKa KOHTHHIEHTa HCCIIEI0BaHUS
Tun OJUJT (n=155)
[Ton

B-OJIJ1, n=139 T-OJUJI, n=16
XK 68 5
M 71 11

Bospact (Me(25-75%o)

XK 4,0 (2,0-7,0) 7,0 (6,5-7,5)
M 3,8 (2,0-6,3) 6,5 (5,0-7,3)

CooTHollleHHe MaJbUMKOB U JEBOYEK B rpymnmne O0oiabHbIX B-kinerounsim OJIJI cocraBuio
1,04:1, cpeau 6omnbubix T-OJUJI — 2,2:1. Menuana Bo3pacta y 6onbabix  B-OJIJI cocraBuna 4,0
(neBoukwn) u 3,8 rona (Manpunku), y aetreit ¢ T-OJIJI — 7,0 u 6,5 royia COOTBETCTBEHHO.

XapakTtep MOJEKYJISIPHO-TEHETHYECKAX TMEPEeCTpPOCK OIEHUBAIM 1O  pe3yjibTaTraM
CTAaHJAPTHOTO KAPUOTHIUPOBaHMs M (uyopecueHTHON rubpumusanuu in situ (FISH). Ipu stom
CTaHJApTHBIA LIUTOTNCHETUYECKUH aHalIu3 MPOBOJIWICA C HUCHOIb30BaHUEM AH(QepeHInanbHOro
OKpAIIMBaHUS XPOMOCOM C TIOCJIEAYIONINM KapUOTUITHPOBAHHEM B COOTBETCTBUH C MEXKTYHAPOIHON
HOMEHKJIATYpOi XpOMOCOM 4esoBeka. diyopeciieHTHas ruopuau3anus in Situ ocyIiecTBisiach B
npucyrcteun  JIHK-30um0B  Kreatech, CytoTest, MetaSystems k Haubosice 3HAYUMBIM
TPAHCIIOKAIMSIM B COOTBETCTBUU ¢ UMMYHOJI0rHueckum tunom OJIJI.

CraTucTHYecKuid aHaTU3 TOJYYCHHBIX JaHHBIX NMPOW3BOAMIN B mporpamme IBM SPSS
Statistics 22.0. KoimuecTBeHHbBIE IEPEMEHHBIE BCIIEACTBUE HX HECOOTBETCTBUS 3aKOHY HOPMAJIbHOTO
pacripeieieHus! OLIEHUBAIU C TOMOIIBIO KpUTepust MaHHa—Y UTHHU, KaTeropHajbHbIe IEPEMEHHBIE —
¢ momonIbio kputepus ITupcona 2 ¢ ypoBHeM 3HauuMocTH 1ipu P<0,05.

Pe3yabTaThl HccienoBaHus U UX o0cy:xkaeHue. B xoxe unccrnenoBanus OOJBHBIM JETSIM



ObUTH TPOBEACHBI CTaHAapTHoe kapuoTtunupoBanue u FISH-uccnenoBanue B 100% ciydaes (155
nereit). Ilpu 3TOM reHermueckue aHomanuu ObuM OOHapykeHbl B 52,2% ciywaeB npu FISH-
MCCIENOBaHUE U B 39,4% ciydaeB NpH CTaHIAPTHOM KapHOTHIHpoBaHuu (¥>=6,277, p<0,05).
Hopmanbnsiii kapuotun 06e3 tpanciokanuid npu FISH-uccnenoBanum BcTpewancs cpenu aeTe
3HaYUTENbHO pexe (9,7% OonbHbIX), mpu 3TOM Y 59 nereit (38,1%) npu nmpoBeeHUU CTaHIAPTHOTO
KapUOTHITMPOBAHUS HE HAOJIFO1a]I0Ch MUTO30B (Ta0I. 2).

[TonoGHOE COOTHOILICHHE BBIABISIEMOCTH AHOMAJIMKA C TIOMOIIBIO  CTAaHAAPTHOTO
KapHOTHITMPOBAHUS ¥ rHOpuau3aiu in Situ, cormacao A.B. Muciopuny [2017] u gpyrum aBTopam,
MOJKET OBITh 00YCIIOBICHO CYOMUKPOCKOMMYECKUM XapaKTepOM XPOMOCOMHBIX aHOMAJIHA, a TaKKe
0COOCHHOCTSIMH JICJICHUSI HEKOTOPBIX OMyXoJieBbiIX KioHOB [6, 9]. Tak, t(12;21)/ETV/RUNXL,
xumepHbiil Tpanckpunt SIL-TAL1 u nHekotopbie mepectpoiiku reHa MLL Hocar kpuntudeckuii
XapakTep, B CBSA3U C YeM HE MOTYT ObITh OIpeNeieHbl MPU CTAHIAPTHOM KapHOTUIIHPOBAHUU, a
TUIEePIUILIONIHbIE IEHKO3HbIE KIIETKHU XapaKTePU3YIOTCSI HU3KOM MUTOTHYECKON aKTUBHOCTBIO TIPU

KYJIbTUBHUPOBAHUH, YTO TAKXKE 3aTPYAHSIET IIPOLIECC LIUTOI€HETUYECKOr0 ucciaenoBanus [6, 10].

Tabnuna 2
Pe3ynpTaThl MOJEKYISIPHO-TEHETUYECKUX UCCIIEA0BAHUI
AHOMaJIbHBIN KapUOTHII Hopmanbnslii kKaproTuI
B-OJIJI, B-OJIJI, T-OJIJI,
Tun ucciegoBaHus T-OJ1JI,
KOJIMYECTBO KOJIMYECTBO KOJIMYECTBO
KOJIMYECTBO JIeTen
nerei neTei neTei
CrannaptHoe
55 6 31 4
KapHOTUIINPOBAaHUE
FISH 73 8 66 8

HpI/IMe‘IaHI/ICZ B Ta6n1/1ue 2 HE YUYTCHbI JJaHHBIC O MAIIUCHTAaX, B MaTCPUAJIC KOTOPHIX B XOJI€ IUTOTCHETUIECKOI'O
nccienoBaHus He OblI0 0OHApY)KEHO MUTO30B (59 neTeii).

[Io wToramMm LWMTOTEHETHYECKOIO HCCIEAOBaHMS JeTed ofeux Tpynm Haubosee
pacnpoctpaHeHHbIMU aHoMmaiusaMu ctanmu: t(12;21)/ETV/RUNXI, auarnoctupyemas B 22,6%
cllyyaeB, TUIEPAMIIONAHBIN KIOH ¢ Tpucomuei 4, 10, 17 xpomocoMm, oOHapyxeHHbIH y 12,9%
nereld, a Takxke nepectpoiiku reHoB TCF3/PBX1 u MLL y 5,1% u 3,9% G0JIbHBIX COOTBETCTBEHHO.
IIpyuem cpeau renoB-naptHepoB MLL ormeuenst ENL (B-OJUJI) u AF6 (T-OJUI).
['MmouIIONAHBINA KIIOH C KOJIMYECTBOM XpoMocoM 45-47 Obu1 oTMedeH y 4 nereld U B 3 cirydasx
compoBokaancs t(12;21), B 1 cmyuae — mepectpoiikoii T-kierounoro peuenrtopa. OcrajbHble
TPAHCIOKAIlMH BCTPEYAIHCh €AMHUYHO M Obun mpeacrtaBieHsl t(9;22), t(8;14), mepectpoiikamu
reroB SIL-TAL1, CRLF2, IGH, TCR u TLX3.

[TomyuennbiM  pesyibTaram FISH-mccnenoBanus cOOTBETCTBOBAIM pPA3IMYHBIC HTOTH

CTaHAApTHOTO KapuOTUIIUPOBAHUA. TaK, Hapsaay C HanOoJIee paCHPOCTpaHCHHOﬁ




t(12;21)/ETV/RUNXI1, Hocsmiel KpUOTHYCCKHM XapakTep, IUTOr€HETHYCCKHM METOJ0M ObLIH
BBISBJICHBL: JiepuBaTHas 12 xpomocoma (3 ciydasi), gononHutenbHeie +X, +5, +8, +10, +21 (3
cinyyvas), aeneuun 12p (1 cinyuait). Ilpu BeisiBienuu tpucomuu no 4, 10, 17 xpomocomam B
LIMTOI€HETUYECKUX JAHHBIX OTMedanu nobOaBounele +8, +14, +16, +18, +21, +X, a Ttaxxke
omnpenessanch aymmmkanuu (dup (1)), aepuBaTHbic 1 MapKepHbIe XxpomocoMmsl (der (1); mar).

[TogoGHBIE pe3ynbTaThl COTNIACYIOTCS ¢ MHEHHMEM psja uccienopareneidl. Ha camom ngene
KpHIITHUeCKHe mepecTpoiiku B Buje 1(12;21) ¢ odpazoBanuem xumepnoro onkoreHa ETV/RUNX1
BBIBJISIIOTCSL Y JeTeil B 25% ciydaeB, COINpPSDKEHBI C BO3PACTOM OOJBHBIX U XapaKTePU3YIOTCS
OsraronpusTHBIM ITporHo3oM [6]. Tak, B ucciaenoBannu I'.A. Ilaypa u coart. [2016] cpenu 172 nereit
NEepBOTO roja *u3Hu 00abHBIX ¢ 1(12;21) He ObIO OOHApPYKEHO, B TO BpeMs KaK B MCCIIEIOBaHUU
K.B. Ilepmuxuna u coat. [2018] nanHas anomanus 1uarHocTUpoBanack B 22,4% ciydaeB y aetei
crapuiero Bo3pacta [10]. BblsBieHHbIE HAaMHM UWUTOTEHETHYECKHE HAPYIICHHUS TOXE YacTo
OTMEYAIOTCS aBTOPAaMH M, KaK [IPaBHJIO, aCCOLIMUPOBAHKI ¢ aenereit 12p [6, 11].

bosnee pacnpocTpaHeHHON aHOManIWEWd Cpelr JIETe pa3HOro BO3pacTa SBJSETCS HaIU4yue
TUTIEPIUTUIONTIHOTO KJIOHA C KOJMYEeCTBOM XpomocoM Ooriee S51. [Ipudem momoOHBIC MEpEeCTPOKU
gacTto cBsa3aHbl ¢ Tpucomuen 4, 10, 17, 18 xpomocom u XxapakTepu3yrTcs Haubosiee BHICOKUMHU
MOKa3aTesIMU TATUIETHEH OeccoOBITUIHON BbDKMBaeMOCTH [12]. OmHako CyIIECTBYIOT ciydyau
TUTIOUTUIONIHA TIOJT «MacKoi» runepauruionauu [13]. O momoOHBIX ciydasx cooOIIaroT B CBOEM
uccnenosannu A. Carroll et al. [2019]. CornacHo aBTOpam, y HEKOTOPBIX OOJBHBIX B PE3yJIbTATe
yIBOEHUS THIOAUILIONAHOTO KJIOHa HaOmonaercs 3pGeKT «MacKUuPOBKI» UCTUHHOW IJIOUTHOCTH
KJIOHA, YTO MPUBOIUT K TUATHOCTHPOBAHUIO JAHHOTO THMA JieHKo3a Kak rumnepauruiongHoro. [lo
CPaBHEHHIO C OJaronpusTHBIM HPOrHO30M MpPU TUNEPIUIUIONJAHOM JIEHKO3€ TUIOIUILIONIHS
XapakTepu3yeTcs KpailHe III0XUM IPOrHO30M OCHOBHOI'O 3a00JI€BaHUS, B CBSI3U C YEM KOPPEKTHAas
JMAarHOCTHKA JAaHHON TeHeTHYeCKOH aHOMaJIMM CTaHOBHUTCA 0coOeHHO BakHOH. Ilo MHeHuio A.
Carroll et al. [2019], B mosoBHHE Cly4aeB «3aMacKUPOBaHHOW» runoaurmuionaun B FISH-
HCCIIETIOBAaHUY BBISABIIETCSA HEOObIIAs MOMYIIALNS THIOIUIUIONIHBIX KIETOK, OJIHAKO IPUMEPHO Y
57% GoNbHBIX TPU3HAKU TUIIOUIUIONIHOTO KIOHA YAA€TCs OOHAPYKUTD JIMIIb C TOMOIIbIO aHATIN3a
MHKPOCATSIUTMTHBIX maHenei [13].

CaMbIMH 4YacTO OOHApYy>KMBaeMbIMH TreHeTHueckuMH aHomanusmu 1npu OJIJI aBTopsI
cuutaroT nepectpoiiku B reHe MLL, BoiBasembie B 70% ciay4yaeB OCTpbIX JMMQOOIACTHBIX
JIeIK030B, KOTOPbIE B 3aBUCUMOCTH OT I'€Ha-MIapTHEpa MOTYT CIY>KUTh KaK OJaronpusTHbIMH, TaK U
HEOJIaronpuATHBIMM NporHoctTuyeckumu  (akropamu [14, 15]. OOHapyKeHHble B HallleM
UCCIIeIOBaHUHM XHMepHbIe TpaHcKkpunTel MLL cocraBnsior, ognako, numib 3,9% U ABIAIOTCA
JOBOJILHO peakuMu aHoMmanusimu ipu OJ1J1, mo MueHuto psiga aBTopos [6]. IIpu aTom peopranuzanus
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cpaBHenuto ¢ MLL-AF6 y mamumenta ¢ T-OJIJI [6]. Takum oOpazoM, TeHACHIMS OOJBIIOTO
KonuyecTBa OONBHBIX ¢ mepecTpoiikamu MLL B Hamem uccienoBaHHM HE MPOCIECKUBACTCS, YTO
MOKET OBITh 00YCIIOBIICHO CTAPIIUM BO3PACTOM JIETEH, a TaK’Ke 0COOCHHOCTSIMH UCTIONb3YEMBIX IS
JIMarHOCTUKU METOJI0B [3].

[Tpy aHanu3e MONyYEHHBIX JAHHBIX O MOJIEKYISPHO-TEHETHYECKHUX IepecTpoiikax ObLIo
oOHapyeHO 44 ciydas HECOOTBETCTBHUS CTaHIAPTHOTO KapHOTHMHUPOBaHUS pesynbratam FISH-

uccienoBanwus (Tabdi. 3).

Ta6muma 3
Pacxoxaenust B pe3ylibTaTaX MOJICKYISIPHO-TEHETUYECKUX U IUTOTCHETUUECKUX METO/I0B
Bospac
Tun
oI [Ton T, JIET Pe3ynbrarhl IUTOreHETUKH Pesynbrarer FISH N
(Me)
X M
B-OJIJI 5,55 Het muto30B t(12;21)/ETV/IRUX1 | 15
(n=9) | (n=6)
XK M Tpucomus 4, 10, 17
B-OJIJ1 5,35 Het Muto308B 7
(n=6) | (n=1) XpOMOCOM
B-OJUI | X M 2,45 Her MuT030B t(1;19)/TCF3/PBX1 | 2
T-OJIJ1 M 3,6 Het MuTo308B SIL-TAL1 1
B-OJIJI M 2 Her mMurto3os MLL 1
T-OJIJI M 11 Her mMuto3oB TLX3 1
XK M AHOManuu
B-OJIJI 4,46 47-58XX/XY ,+4,+10,+17 15
(n=6) | (n=9) HE BBISIBJICHBI
46XX,rob(14;21)(910,910),+2 AHoManun
B-OJIJI X 4 1
1[10] HE BBISIBJICHEBI
AHOManuu
B-OJIJI M 9 46 XY ,1(5;7)(914;911)[5] 1
HE BBISIBIICHBI

Cpenn Hux B 15 ciydasx (34%) c¢mnyopecuenTHoi rubpuausanueit O6bula oOHapykeHa
t(12;21)/ETV/RUNXI1 mpu OTCYTCTBHMM MHTO30B B CTaHIAPTHOM IIMTOICHETHYECKOM AaHAIHU3E.
[TomoOHBIE ke HAOIIOACHUS OTMEYAIUCHh NMPU JIETEKIIMHA TUIEPAMIIONIHOTO KJIOHA: B 7 CIydasx
(16%) meromoM KapuUOTUNHMPOBAHMSI aHOMaNMs He Oblla BbIsIBIEHa, a B 15 caywasx (34%)
oOHapy>KeHa NpU CTaHAAPTHOM KapUOTUIIUPOBAaHMU M He moxarBepxkaeHa FISH-meromom. Kpome
Toro, y 3 nereit MmeroioM FISH 6buta oGHapyskeHa Tpucomust 4, 10, 17 xpoMocoM pu HOpMaTEHOM
KapHOTHIIEe, BBIIBICHHOM I[UTOTEHETHYECKMM METOJOM. B 2 ciywasx B pe3ynbTare

KapUOTUIIMPOBaHMs ObUTH OOHApYXKEeHbI poOepTCOHOBCKas TpaHciokarms t(14;21), a takxe t(5;7),




HE TTOATBEPAUBIIHECS Mpu npoBeacHUU FISH.

[TonobHOE HaOIIOIeHUE COOTBETCTBYET NaHHBIM, oTy4eHHbIM [.A. [{aypom u coasr. [2011],
HCCIIEIOBABIIMMU OCOOEHHOCTH BBISBJICHMSI PA3IMYHBIX TI'€HETUYECKUX AaHOMAIMM y JeTeil ¢
OCTPBIMH JICHKO3aMH C TOMOIIbIO IUTOICHETHIECKOT0 UCCIIeA0BaHUs, THOpuau3aiuu in Situ u TP
c oOpartHoil Tpanckpumuued. [lo uToram u3ydeHHus aBTOpaMU TaKKE OTMEUYAeTCs] HEKOTOpOe
KOJIMYECTBO ManueHToB ¢ mepectpoiikamu MLL, oOuapyxennsiMu metogom I[P ¢ oOpartHoii
TPAHCKPHUIILIMEH W HE WICHTH(PHUIUPOBAHHBIMH METOAOM CTAHJAPTHOTO KapUOTUITHUPOBAHMUS.
[TonobHble pacxokIeHUs B pe3yibTaTax HCCIEIOBAHHM, MO MHEHHIO aBTOPOB, Haubojee 4acTo
aCCOLIMUPOBAHBI C HMU3KOH YYBCTBUTEIHHOCTHIO IUTOTEHETHMUYECKUX METOJIOB K KPUIITUYECKUM
abeppammsim  [11]. HemanoBaXHBIM KpUTEPHEM CHU)KEHUS YYBCTBUTEIHHOCTH CTaHIApTHOTO
LIUTOT€HETUYECKOI0 MCCIEA0BAaHUS MOXKET CIYKUTh TAK)KE€ CHM)KEHHAsh MUTOTHYECKasi aKTUBHOCTh
TUIEPIUILIONIHOTO KJIOHA JIGMKO3HBIX KIETOK [6]. OmgHako Takke OTMEYaeTcs BO3MOKHOCTh
CHIDKEHUS YYBCTBUTEIBHOCTH METOJA BCJIEACTBUE MAJIOrO KOJHYECTBA MPOaHATH3UPOBAHHBIX
MeTada3HbIX IIACTHHOK, COCTABJISIONINX B cpenHeM 8—12 meTadas.

3akarouenue. OJIJI y ngereil  oTnuYaroTCsl 3HAYUTENIBHOM TETEPOr€HHOCTHIO U
COIPOBOXKAAIOTCS OONBIIMM KOJTUYECTBOM MOJIEKYISIpHO-TeHEeTHYeCKuX aHomanuid. [lpu stom
pacipoCTpaHEHHOCTh MEPECTPOCK PA3TUYHOIO THUIA 3HAUUTENBHO H3MEHSIETCS C YBEIUYCHHEM
BOo3pacta OONBHBIX. B CBs3M ¢ 3TUM OCOOEHHO Ba)KHOW SBISETCS IMATHOCTHKA TE€HETHYECKHX
aHOMAaJINH, KOTOpasi MOXKET OBITH COTPsSHKEHA C OOJBIION JOJIeH OMMOOYHBIX PE3yIbTATOB, a TAKKE
co cHmkeHneM 3(hdeKTHBHOCTH TpoBoaAMMOI Tepamuu. [loaTtomy Hambosee 1erecooOpa3HbIM
IIPENICTABIISETCS. KOMIUIEKCHOE MCIIOIb30BaHUE MOJIEKYJIIPHO-TEHETUUECKUX U LIUTOI€HETUYECKUX

METOJIOB JIJISl AETEKIIUU XPOMOCOMHBIX abeppaiiuii y O0JIbHBIX JETEH.
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