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HCYNMHOMA KAK MEPBOE MPOABNEHME MOH1 CUHOPOMA Y, 2 g IERPPL ¥ onvXonH e

[NAUNEHTKW 16-TU JIET

Peakon npnynHon peunanBmpyrolLnX runorimkeMnn y oeten aBndaeTca MHCyJIMHoOMa —
HEWUPOIHAOKPUHHAA onyxonb (HOO), Bo3HMKaoWaa U3 [3-KNeTok NoaXenyaovyHou Xenessol
(IMXK). 10%-30% cny4aeB MHCYNIMHOM Y AeTen accounmpoBaHbl C CUHOPOMOM
MHOXeCTBEHHbIX 9HOOKPUHHbLIX Heonnasnn 1-ro Tuna — M3OH1. lHcynnHombl npyn AaHHOM
CUHOPOME XapaKTepusyroTca HebonbLWnMK pasmepamu (<2 CM) U MHOXXECTBEHHbIM
XapaKTepoM, YTO 3aTpyAHAET TONMUYECKYHO ANArHOCTUKY.

MOH1 CUHOPOM ACCOLUNUPOBAHHBIE OITYXOJIA
ONMNCAHUE KITMHNYECKOI' O CITYHAA

8 neT: ann3oabl cnabocTun, yxyaweHnsa obLero MCKT OBI1 + KY: MHOXeCTBEHHbIE rMnepBacKynApHbIe CekBeHunpoBaHue reHa MEN1T no CaHrepy: neneums ogHoro
CaMO4yBCTBUA Nocrie NnepeHeCceHHOro CoTpAceHus obpasoBaHua xBocTta K pasamepamun oo 12x20x10 mm | | Hykneotuaa c.221delG (p.Gly/74AlafsTer45) B retepo3nrotHOMm

roNOBHOro Mo3ara, Habrnoganacb HEBPOSIOroOM. NONOXXEHUMN.
13 neT: 00511 B XNBOTE, BbISBNEHbl KONebaHnsa rmmkemMmmmn

TPEXMEPHASA CTPYKTYPA NMPOLEHTHOE PACNPEOENEHUE
oT 2.0 A0 9.5 MMONkL/N. MEHUHA TUNOB MYTALIMA MEN1

16.5 neT: ann3oa noTepun co3HaHUA C cyaoporamm Ha
doHe runornukemun (1.0 mmone/n).

Oo6bcnepoBaHue B HMWULU s3npokpuHonoruu: anmsoabl
rmnornnkemMumn o 2,8 MmMorsb/n.

[loaTBepXaeH rmnepuHCYNMHEMUYECKUN XapaKTep
rmnornukemun (Tabn.1).

Tabn.1. daHHble npoObbl ¢ ronogaHuemM nNpu AnarHocTUKe Jlanapockonuyeckasi AucTanbHas pesekums MK N-terminus &

n-rrame inae

5 59/ Nonsense
Missense 14%

25.5%

Frameshift
42%

NHCYJIMHOMbI N Yepes 6 Mec. nocne orneparmBHOIO JieHeHn4d

npoﬂo”*f;?”bHOCTb’ 3 24 BuicokoauddepeHumpoBaHHasa H30 G1 (veHee2® BblBOAbI
MUTO30B/2 MM) C HU3KUM MHAEKCOM NponudepatuBHO | |OnncaHHbIN Cryyai oTpaxkaeT BaXHOCTb CBOEBPEMEHHOV
[MoKo3a, MMOTb/M 2.5 5.7 aKTMBHOCTU Ki-67 (MeHee 3%), p T INX KIMHUYECKOW 1N reHEeTUYECKON ONArHOCTUKN MHCYIMHOMBI Y
Tel, YTO NOMOraeT B BbIGOpe ONTMMAarbHOMo NeYeHns u
AP, MkME/mn 30.0 3.2 17 neT: A3HHbIX 33 NEPCUCTEHLNIO OPraHU4EcKoro ﬂ:a?m,w c|)/||/|cZ:occ)ﬂBeTCTB 10 F;l‘/’l nporpamMmmbl HabrogeHus 3a
rMNEPUHCYNUHU3MA He noryyeHo. MpoBeaeH CKPUHUHT OPYrnX Ea I/IeHT:MI/I ) ‘-IJ'IeHaMI/ISI//IXLI(-)'IeMbI/? P -
C-nentug, Hr/mn 6.3 1.7 KOMMOHEHTOB cuHapoma, MPT ronoBHOro Mo3sra — KUCTO3Has '

MUKpoaaeHoMma runodumnsa (ropMoHanbHO-HEAKTUBHAS).
PekomeHaoBaHO NpoaomknTb AMHAMUYEeCcKoe HabntogeHue.
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