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AKTyaJlbHOCTB: OCTpbIH MuenoOnacTHei  Jeiiko3 (OMJI) mnpencraBiser cobol Tpymnmy
37I0KaY€CTBEHHBIX 00pa30BaHUI KOCTHOTO MO3Ta U3 MUEIOUAHBIX MPEAIICCTBEHHUKOB JIEHKOIIUTOB.
OcTperit Merakapruo6macTabli eiko3 (OMJI-M7) - ato peakuit Tun OMJI y neteii. OH npeacTaBiser
npuom3uTenbHO 1% BCceX JIEWKO30B y MEAMAaTPUUYECKUX TMAIMEHTOB ¢ 3aboneBaeMocThio 0,5 Ha
MWUIHOH B roxa. Y nerei ¢ cunapomoMm Jlayna mo 5 smer OMJI-M7 saBnsiercss Haumbosee
pacnpoctpaneHHbIM THIIOM OMJI. CUMIOTOMBI MOTYT OBITH HEeCTICIU(UIHBIMU: ACTEHUS, OJIETHOCTD,
JMXO0pPAaJIKa, TOJIOBOKPYKEHHE U pEeCIIMpPaTOpHbIe CUMNITOMBI. bojee cnenuduyeckuMu cuMIToMaMu
SBIISTIOTCSl YIIMOBI W/WJIA KPOBOTECUEHHSI, HAPYIIEHUSI CBEPTHIBAEMOCTH KPOBH, HEBPOJIOTHMYECKHE
HapyUIeHUs] ¥ TUIEPIUIa3us eCHbl. MeTo/lbl TUarHOCTUKU BKJIIOYAIOT aHAJIU3 KPOBH, acCIHUPAIUIO
KOCTHOTO MO3Ta JUIsl IIUTOXUMHYECKOTO, UMMYHOJIOTHYECKOTO U IIUTOTEHETUYECKOro aHajau3a U
WCCIICZIOBAaHUSI CIIMHHOMO3IOBOHM  skuakoctu. JledyeHwe BriItoyaeT B ceOd HMHTEHCHBHYIO
MHOTOKPaTHYIO XUMHOTEPAINIO U AJIJIOTEHHYIO TPaHCIUIAaHTAIMI0 KOCTHOTO Mo3ra. TeM He MeHee,
oO1m1asi BBKUBAeMOCTh cocTaBisieT 35-60%. Y namuentoB ¢ OMJI-M7 nporuo3 He01aronpusTHBIM,
WCKJITIoYas aereit ¢ cunapomom JlayHa.

OMIJI-M7 y nereit ¢ cunapomom [layHa xapakrepusyercs ocHoBHOM myTtanueit GATA1, koropas
B3aUMOJICHCTBYET C TpUCOMHUEN 21, ¥ MOCIENYIOINUM TPUOOPETEHUEM TOIOTHUTENBHBIX
comaTudeckux mytauuii. HanmpoTtus, He cBsA3aHHbIM ¢ cuHapomoM [layna OMIJI, xapakTepusyercs
XUMEPHBIMH MPOOHKOT€HAMHU, KOTOPBIE, KaK U3BECTHO, UTPAIOT POJIb B HOPMATHHOM I'€éMOCTas3e.
KitoueBble coBa: ocTpblif Jeiko3, auddepennnanbaas AMarHocTUKa HOBOOOPa30BaHUH, OCTPBI
MHENI00JIaCTHBIN JIEHKO03, penkas (opMa OHKOJIOTUYECKHUX 3a001eBaHUMH.

Relevance: acute myeloid leukemia (AML) is a group of malignant bone marrow from myeloid
leukocyte precursors. Acute megakaryoblastic leukemia (AML-M7) is a rare type of AML in
children. It represents approximately 1% of all leukemia in pediatric patients with an incidence of 0.5
per million per year. In children with Down syndrome up to 5 years old, AML-M7 is the most



common type of AML. Symptoms may be nonspecific: asthenia, pallor, fever, dizziness, and
respiratory symptoms. More specific symptoms are bruises and / or bleeding, bleeding disorders,
neurological disorders, and gingival hyperplasia. Diagnostic methods include blood tests, bone
marrow aspiration for cytochemical, immunological and cytogenetic analyzes and cerebrospinal fluid
tests. Treatment includes intensive multiple chemotherapy and allogeneic bone marrow
transplantation. However, overall survival is 35-60%. In patients with AML-M?7, the prognosis is
poor, excluding children with Down syndrome.

AML-MT7 in children with Down syndrome is characterized by the main mutation GATA1, which
interacts with trisomy 21, and the subsequent acquisition of additional somatic mutations. In contrast,
AML not associated with Down syndrome is characterized by chimeric pro-oncogenes, which are
known to play a role in normal hemostasis.

Hens: omnpenenenune Hanbosiee pacHpOCTPAHEHHBIX CHUHIPOMOB U 3a00J€BaHUM, MpPU KOTOPBIX
JIOJKHA TOBBIIIATECS OHKOHACTOPOXKEHHOCTh € YKJIOHOM Au(QepeHIHnanbHOl JUArHOCTHUKU B
CTOPOHY OCTPOT0 MerakapuoOIacTHOIO JIeHKo3a.

3amaun: MpOAHANIU3UPOBATH OMYOJIMKOBaHHbIE PabOTHI B 0a3aX JAaHHBIX; BBIIBUTH TPYMIIBI PUCKA
OMUJI-M7 nj1st TOCTaHOBKY JIMarHO3a Ha paHHUX JTarax.

Marepuansl 1 METOJIbI: ObLT IPOBEACH CHCTEMATHUECKUH TIOUCK M aHaliu3 ctaTeit mo Teme ¢ 1960 mo
2019 rr. B SneKTpOHHBIX 0a3zax MaHHBIX. AHalW3 AaHHBIX MpoBojwics ¢ StatsDirect Bepcum
obHoBieHus 2.6.6 (Altrincham, Trafford, UK: WWW. STATSDIRECT.COM).

PesynbraTsl ¥ BEIBOJIBI: OBLT MTPOBEACH aHAIIU3 CTATEH, B KOTOPBIX 0C000€ BHUMAaHUE OBLIO YIEIEHO
IIPOBEICHHBIM T€HETUYECKUM aHAIN3aM y NTallUEHTOB, B KOTOPBIX JOKa3bIBAJIACh B3aUMOCBS3b TAKMX
(akTOpoB Kak Tpucomus o 21 xpoMocome U M3MEHEeHMs B mpoduisix skcnpeccur reHoB GATA,
GLIS1-3, RUNXI1-EVI1, RUNX1/AMLI1 u apyrux. OnieHeHbl MOJIEKYJISIpHbIE OCHOBBI HApYIICHUN
pabotel B JAK-STAT curHanbHO# cucTeMe, BBI3BIBAIONINE HEKOHTPOIUPYEMYIO TIPOIU(EpaIuio U
LIUTOKWH-HE3aBUCUMBIA POCT MeErakapuo0yacToB. B cBs3M ¢ TeMm, 4TO JaHHBI TUI OCTPOTrO
muenougHoro (OMJI-M7) sBisieTcst caMbIM 4acThIM y AeTel ¢ cuHapoMoM JlayHa (¢ OTHOCUTEIbHBIM
pucKoM pa3BuTHs A0 153 B Bo3pacte 110 4 JieT), 3HaUMTeNbHasl 4acTh padoT MOCBSIIEHA JaHHOU
Koropre nanueHToB. [logaBmistomniee KOJIMUECTBO KaK MOHOLIEHTPOBBIX MCCIIEJOBAHUM, TaK U MeETa-
aHaJM30B TMOCBsAIEHB! auddepeHnnanpaoil tnarnoctuke OMJI-M7 u s¢dexkTuBHOCTH Tepanuu u
aHaIu3y BBDKMBAEMOCTH (C MHUENIOAUCIUIACTUYECKUM CHUHIPOMOM, HOHOIIECKHH XPOHUYECKUH
MHUEJIOMOHOLIUTAPHBIN JIEHKO3).

Take BCTpeyalMCh OTHCNBHBIE KEHC-pernopThl € HEOAHO3HauHOW U depeHInanTbHON
JUarHOCTUKOW C HEXO/DKKMHCKON smMdomoit u capkomoir IOunra. MMMyHOrHCTOXMMHYECKU
muarHoctuka OMJI-M7 sBisieTcss IOCTaTOYHO JOCTOBEPHOM M BKIIIOYAET B ce0s aHTHUTENA K
cneun(UYeckuM peLenTopaM MEerakapuoLUTOB U TpoMOOnUTOB. JlaGopaTopHble NpOSIBIECHUS
Hecrenupuyeckue: TpoMOOLUTONECHUS, YATMHEHHOE MPOTPOMOMHOBOE U TPOMOMHOBOE BpeMs, a

TaK)K€ HOPMOLIMTapHas HOPMOXPOMHAas aHEMHs, OCOOEHHO Yy MAlUEHTOB ¢ cUHIApoMoM /[layHa,



anemueid DaHKOHM, aTaKCHEHW TeNeaHTHUdIKTa3ueu, HepopubOpomarozom | THMA, CHUHIPOMOM
Knaitndensrepa u 1p. OTOT (PaKkT HampaBiIsSeT XOJ AMArHOCTHKM K acUpPaLUU KOCTHOTO MO3ra U
nanpHemeMy uMMyHo(deHoTUnUpoBaHMIO. KiMHMUYECKHe NpOSBICHHUS TaKXKe HeCHelUpUYHBL:
KO>KHO-T€MOPparn4eckuii CHHAPOM, 4acTo TsDKesble OakTepuanbHble HH()EKIUH, HEBPOJIOTUYECKHE
MIPU3HAKH, CXOJHBIE C MUENONIHOM capkoMoil. YacTeiM ocnoxHenneM OMIJI-M7 sBnsiercs [IBC, B
TO BpeMs KaK I104eUYHasi HEIOCTATOYHOCTh BCTPEYACTCS PEAKO.

3akimoyeHue: HecMoTpss Ha To, yTto OMIJI-M7 sgBnsercs penkoil (GopMoil OHKOIOrMYECKHX
3a00JeBaHUN, BBICOKYIO PAacCHpPOCTPAHEHHOCTh CpPEOH TEeIUaTPUUYECKUX IallMeHTOB, a TaKkxKe
TpyAHOCTH U (dHEepeHIInaNIbHOW AUArHOCTUKH U JICUEHUs, TPYIHO NMEpeoleHuTh. B mepcrnekTuse
MOJET MOHAJO0OUThCA pa3paboTKa HOBOTO MPOTHOCTUYECKOIO alropuT™Ma s JeTed ¢

HACJICACTBCHHBIMU CUHAPOMAMHU.



