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3/10Ka4YecTBEHHbIE OIMYXO0JIH Yy AeTell ¢ HelipodpuOpomarozom tum 1
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Heiipogudpomaros tun 1 (HdP1) MmoHOreHHO HacJegyeMblid CHHAPOM C XOPOLIO M3BeCTHOW BapHa-
0eJIbHOCTBHIO KIMHUYECKHX MaHudecTaluil, CKIOHHOCTBIO K Pa3BUTHIO 3JI0KA4YeCTBEHHBIX OIyXoJIeil.
N3y4yenne acconmammu mexny HP1 m pasHbIMH THIaAMH pakoB y AeTeidl HeoOXOAMMBI VIS TOHHU-
MaHHs PUCKA HX BO3HMKHOBEHHUSI M IIPOTHO3a 3a00/1eBaHUs, a TaKXKe MOCICIYIOLIUX HCCIeA0BAHMIA
ITOH MPeapacmoJi0KeHHOCTH.

Henb. AHATU3 KIMHNYECKUX AAHHBIX nanueHToB ¢ HP1 M, BO3HUKIIUX Y HUX 3J10KAYeCTBEHHbIX
U 100pOKa4YeCTBEHHBbIX OIYyXOJIeil.

Marepuajsl 1 MeToAbl. PeTpocneKTHBHBIN aHAIN3 KJINHMYeCKHUX JaHHBIX 19 manuenToB ot 0 10
18 Jser co 310kavecTBeHHOM omyxoibio, nposeaed B HUU JOul’ ®I'BY «HMMUII onkosoruu um.
H.H. Baoxuna» B nepuox ¢ 1997 no 2018 r.

Pesyabrarel. Kaunnyeckne npusnaku H®1 nemoHcTpHpoBaaW Bo3pacT 3aBHCHMOe BpeMsi MX
NPOsiBJIeHUsI. DMOPHOHAJIbLHBIC OMYX0IH ObLIM HamOosee YacThIMU M BO3HUKJH y 11 u3 19 manuen-
TOB (57,9%), npeodaanana yMOpuoHanbHas padaomuocapkoma (42,1%), yaie nopakamwiiasi ypore-
HuTAJbHbINA TpakT. Cemeiinbiii HP1 o0napy:xen B 31,6% cuayuyaes. 3a0oseBanue H®1 poaureeit
3THX AeTel (Y YeThIpex MarTepeil M JBYX OTHOB) OTPAHNYMBAJOCH MUTMEHTHBIM NMOPAa’KeHHEM KOMXKH
H MHOKeCTBeHHbIMH HelipoduOpomamu. TectupoBanue rena NFI1 B ceMbsIX Tpex JaeTeil ¢ IMOpHO-
HAJBHBIMHM JEeTCKHMM ONYXOJSIMH O0OHapyxmjo aBe myranuu de novo (p.V2635FS un p.W1314X) n
myTaumio (p.2363_2365del) y orua u ero 10-mMecsiyuHoro cpiHa. 3j10KavyecTBeHHbIE OMYX0JIU 000J10-
Yyek nepudepuvecKuX HepBOB BO3HHKJM y 15,8% manmenToB k mybGeprarHomy Bo3pacty. CapKoMbl
MATKAX TKaHeH W reMomnodTudyeckue omyxoau Bo3HUkJM y 10,5% mnanmueHToB, COOTBETCTBEeHHO. 3a-
0osieBaHNe MeJIaHOMOW OOHapy»eHO y ogHoro mamueHta (5,3%).

3akmouenne. IlosrydeHHbIe NaHHBIE NO3BOJISAIOT NONOJHUTH AWANA30H THIIOB 3JI0KAYeCTBEHHBIX
omyxoJeii y aereil, accouuupoBaHHbix ¢ H®1, BO3MOKHOCTh MX MPHUMEHEHUS B KJIMHUYECKOH Mpak-
THKe 1JIs1 0ojiee PalMOHAJIBLHOIO U LeJIeHANIPABJIEHHOr0 Ha0/I0IeHus 32 nauueHTamu. JlaabHeiimee
H3y4YeHHe MOJIEKYJISPHO-TeHeTHYeCKUX U KINHNnYeckuX acnekToB H®1 HeoOxoqumbl 1Jis1 pa3padoTok
B 00J1acCTH NepcneKTUBHBIX MeTonoB Tepanuu HO1.

KuroueBbie cioBa: Helipodpuopomaros tun 1, myranuu NF1, 3/10kadyecTBeHHbIE, 100pOKaYeCTBEH-
HbI€ ONYXOJIH
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Malignant tumors in children with neurofibromatosis Type 1
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Neurofibromatosis type I (NF1) is the monogenic inherited syndrome with established variability of clinical manifestations
and the predisposition to the development of malignant tumors. Studying NF1 association with different types of cancers in
children is necessary to understand the risk of their occurrence and the prognosis of the disease as well as subsequent studies
of this predisposition.

Aim. Analysis the clinical data of patients with NF1 and malignant and benign tumors arisen in them.

Methods. A retrospective analysis of clinical data of 19 patients from 0 to 18 years old with a malignant tumor, carried out
in N.N. Blokhin NMRCO from 1997 to 2018.

Results. The clinical signs of NF1 showed an age-dependent timing of their onset. Embryonal tumors were the most
common and occurred in 11 out of 19 patients (57.9%), embryonal rhabdomyosarcoma predominated (42.1%), more often
affecting the urogenital tract. Familial NF1 was found in 31.6% of patients. NF1 disease of the parents of these children
(in four mothers and two fathers) was limited to pigmented skin lesions and multiple neurofibromas. Genetic testing of
NF1 gene in three families of children with embryonal tumors revealed 2 de novo mutations — p.V2635FS & p.W1314X
and one inherited from father to son (p.2363_2365del). Malignant peripheral nerve sheath tumors developed in 15.8% of
patients by puberty. Soft tissue sarcomas and hematopoietic tumors occurred in 10.5% of patients, respectively. Melanoma
was found in one patient (5.3%).

Conclusion. The data obtained make it possible to supplement the diapason of types of malignant tumors in children associated
with NF1 and the possibility of their use in clinical practice for a more rational and targeted observation for patients. Further
study of the molecular genetics and clinical aspects of NF1 is necessary for the development of promising therapies for NF1.
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