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EAMATPUU

IOBEHUABHBII MUEAOMOHOIIUTAPHBIN AEMKO3:
MOAEKYASIPHBIN AHAAU3 U KAMHUKO-TEHETUYECKAS
KOPPEASIINSA

OTI'BY ®epeparbHBIA HAYYHO-KAMHUYECKHUH IIEHTP AETCKOU reMaTOAOT MM, OHKOAOTHH ¥ UMMYHOAOTUN
uM. Amutpusa Porauesa, Mocksa

IOBennabHbIII MueTOMOHOLUTAPHEIH Jeiiko3 (FOMMJI) — peakoe muensonpoandepaTuBHoe 3a6oie-
BaHMe JeTCKOro Bo3pacra. Ilespio paGoTsl IBUIICS MOJIEKYJIAPHO-TeHeTuYeckuii anaau3 IOMMJI B
rpyIIe pOCCUCKUX manueHToB. B uccienosanue srarouens 37 manueatos ¢ FOMMJL. KocTHsiii mo3r,
MOJIyYeHHBIN NP YCTAaHOBJEHUM THATHO3a, MCCJIEAOBAH IPH IMOMOIIH IPSIMOr0 aBTOMAaTHYECKOTO
CeKBEeHUPOBAHUA Ha Haauuyue myTtanuii B renax PTPN11, NRAS, KRAS u c-CBL. BpinosiHeHo cO1I0-
CTaBJIeHUEe KJIMHHMKO-JIa00paTOPHON KAPTHUHBI U TeHETHYECKOr0o BapHaHTa 3abosaeBaHus. Myramuu
B OTHOM M3 HCCJIE€IOBAHHBIX I'eHOB BhIABJIEHbI ¥ 27 (73% ) mamuentos. Myramuu B renax PTPN11,
NRAS, KRAS u c-CBL BoiaBiensl y 13, 5, 4 1 5 manmeHTOoB COOTBETCTBEHHO. BBhIsIBIIeHA BHICOKO
IocTOBepHasaA Koppeaanusa myrauuii B reHax PTPN11 u RAS ¢ Bo3pacToM Ipe3eHTAIUU U Coaep-
sxkaHueM ¢eTaJbHOTO reMorjgoouna. MogekyaapHo-reHeTHYecKuili ananus reaoB PTPN11, NRAS,
KRAS u c-CBL saBasieTcst HEO0XOTUMBIM JUATHOCTUYECKMM JJIEMEHTOB 51 Bepu(PUKAIUY TUATHO3a
IOMMUJIL. I'eHeTHYeCKHiT BADHMAHT KOPPEJIUPYET ¢ KINHUUYECKNMHU XapaKTePUCTUKAMM 00Ie3HU.
Knrwouesvie cnosa: O0emu, 1086eHUNbHULI MUELOMOHOUUMAPHYLIL JNeilK03, MOLEKYNLAPHbLL AHAAUS,
KAUHUKO-2eHemu4eckas Koppeaiyus.

Juvenile myelomonocytic leukemia (JMML) is a rare myeloproliferative disorder of childhood.
The aim of the research was the molecular genetic analysis of JMML in a group of patients in
Russia. 37 patients with JMML were enrolled into the study. Bone marrow samples, obtained while
establishing the diagnosis, were examined for the presence of PTPN11, NRAS, KRAS, c-CBL gene
mutations via direct automated sequencing. Clinical and laboratory features were collated with
genetic variants of the disease. Study revealed 27 (73% ) patients had at least one gene mutation.
PTPN11,NRAS, KRAS and c-CBL gene mutations were detected in 13, 5, 4 and 5 patients respec-
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