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AkTyanbHocTb. CuHapom HyHaH (CH) o6ycnosneH
[IOMUHAHTHbIMK MyTauusamu B reHax PTPN11, SOS1, RAF1,
KRAS, NRAS, BRAF. Yactota 1 : 2500 HOBOPOMXAEHHbIX.
[eTeporeHHOCTb 3a60/eBaHNA BUAET Ha BapuabenbHOCTb
deHoTMna. PaHHUI BepudULMPOBAHHbBIN AMarHo3 No3Boss-
€T CBOEBPEMEHHO OMpeAennuTb reHETUHECKUI NPOrHO3.

Llenb uccnepoBaHus. Bbigenuts BeayliMe AnarHocTu-
Yyeckue npusHakn CH y HOBOPOXAEHHbIX 415 ONTUMU3aLIMK
paHHEN KIIMHWUYECKOW AMArHOCTUKKU. ONpeaennTb KpuTepuu
ana AHK-TectupoBaHums.

MauuneHTbl U MeToAbl. KNMHUYECKWE AaHHble HOBOPOX-
[EHHOro, npeHatanbHble Y3 wccnegoBaHus (PETPOCMNEKTUB-
HbIM aHanun3), MHCTPYMEHTalbHbIE JaHHbIE, LIUTOreHETUYECKOe
(GTG-banding) obcnefoBaHWe, TeCTUpOBaHWE aKTUBHOCTU
NIM30COMasbHbIX PEPMEHTOB, TAHAEMHAA Macc-CNEKTPOMETPHS
aMWHOKMKCNOT M auunkapHutnHoB, JHK-anarHoctvka (tectu-
poBaHue o6pa3suos AHK Ha Hannune mytaumi B reHe PTPN11
METOJ0M CEeKBEHMPOBaHUSA No CaHrepy).

Pesynbratbl. [lpeHaTanbHO: B 12 Hej BOPOTHUKOBOE
NMPOCTPAHCTBO He paclumMpeHo. Poabl B cpoke 38 Hefl, manb-
4yuK, macca — 4300 r, OKPYXHOCTb ronoBbl — 37 cMm. [pu
poXaeHuu: HapylweHune abixaHusa (UBJ1), oTEeYHbIM CUHAPOM,
nmueBble aucmMopdun (AUCMOpdUYHbIE YLIHbIE PaKOBUHBI,
@HTUMOHIO/IOMAHBIN pa3pes3 rNas3HbiX Lienen, runepreno-
PU3M, 3MUKAHT, HOC C OTKPbITLIMU HaPYXy HO34PAMU, BbICO-
Koe He60), LLMPOKUI U BbICOKMI N06, KOPOTKas Les, oTevHas
KOXHas CKnajgka B 061acTu Weun, BOPOHKoo6pa3Has aedop-
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MaLusa rpyaHOM KIETKW, KpUnTopxu3m. IxoKI: KnanaHHbIN
cTeHo3 nerovyHow aptepun (CJTA), aedeKkTbl Mexnpeacepa-
HOW MeperopofKku, OTKPbLITOE OBalbHOE OKHO, AuNaTtauus
npaBoro npeacepams, rmneptTpodus npaBoro Kenyaoyka.
B HeoHaTanbHOM Nepuoae: XMnoTopakc, renaTocnjieHomera-
nus, runonnasusa tumyca. LIHC: MbllwevyHas runoToHus, rmno-
pednekcus. Y3 mosra: paclumpeHme 60KOBbIX XKeNYA0HKOB,
KWUCTa COCYAUCTOro cnneTeHus. AyaMOMETPUYECKUH CKpU-
HUHI 6€3 oTKNoHeHun. KaproTtun 46,XY. MapKepoB Hacnea-
CTBEHHbIX 60/1€3HEN 0O6MeHa He BbisiBieHO. B 1 mec: runo-
Tpodus, 3agepKKa NCUXOMOTOPHOIO Pa3BMUTUS. 3anofo3peH
cuHapoMm HyHaH, npoBeaeH [AHK-aHanus, naeHTMduumpo-
BaHa paHee onucaHHas natoreHHas mytauusa c.1510A>QG)
(p.Met504Val) B ak30He 13 reHa PTPN11 B reTepo3urotHom
COCTOSiHUK de novo.

3aknioueHune. AHann3 npeacTaBfEHHOr0 U ONy6/MKO-
BaHHbIX cny4aeB CH ¢ mytaumamu B reHe PTPN11 nokasan,
YTO KJIMHWUYECKUE NPOSIBAEHUSA Y NpobaHia COOTBETCTBYIOT
deHoTuny CH. Befywumu AnarHOCTUHECKUMU KPUTEPUAMU
ABNAIOTCA: XapaKTepHbIn Nopok cepaua (C/1A), numbenema,
TUNWYHBIA NATTEPH NUUEBbLIX AucMopdui. Hanuyme xapak-
TEPHbIX NPU3HAKOB YCKopWo agapecHyto AHK-anarHoCTuKy.
[varHo3 npob6aHja NO3BONWN ONPefeNUTb FEHETUHECKUM
NPOrHO3 M 06beM MpeHaTanbHOW AMarHOCTUKMW: PUCK ANs
CMOCOB MONYNALUMOHHbBIM, CTaHAAPTHbIA MNpeHaTanbHbIN
CKPUHUMHT; puck ana notomctBa 50%, npeHaTanbHas JHK-
[AWarHocTuKa.
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