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PEABUIIUTALUA PEBEHKA
C KAPOUO-®ALINO-KOXKHbIM CUHOPOMOM

®domunyeBa E.M., EBTyweHko C.K.

Pecny6bnnkaHCKMn KNMHUYECKUA LIEHTP Henpopeabunuraumu,
HoHeuk, OoHeukas HapogHas Pecny6nvka

Knouesnle crioga: kapOuo-ghaluo-KOxHbIU CUHOPOM;
peabunumauusi; demu

Axmyanvnocme. Kapauo-¢panno-xoxusiii cuanpom (KOKC) —
pelKoe reHeTH4IecKoe 3a00NeBaHNe, XapaKTepu3yroleecs BpOxKIEH-
HOM IaToJIOTHEH cepila, HapylIIeHHeM CTPYKTYpbI KOCTeil uepena,
KOKHOH marosorueii u 3aaepxkoit passutus. KOKC oOycnosieH my-
TanusaMu reHoB KRAS, BRAF, MAP2K1 w MAP2K2, GONbIIAHCTBO
13 HUX BO3HUKAIOT de novo. KOKC Bo3HUKAeT cnopaJnuecku u oT-
HOCHUTCS K IpyIIEe OXOKHUX 10 ITaToreHesy 3adoneBanuii — RAS-na-
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TE3UChI LOKITALOB IV BCEPOCCUWCKOWN HAYYHO-MPAKTUYECKOW KOH®EPEHLIMN

Tuid. Ham npencraBuiiach BO3MOKHOCTh ONPEICIUTh 3HAYCHHUE pea-
OWITUTAIIH Ha ITPUMepPEe KOHKPETHOTO OOIBHOTO.

Onucanue xnunuueckoeo cayuas. [lamuent B., 9 net, npoxoaun
peabmwmrarionHoe jedenue ¢ quarao3om: KOKC 4 tumna. Tun Hacrie-
JIOBaHHUS AyTOCOMHO-IOMUHAHTHBIN. AHOMAJIHS Pa3BUTHS TOJOBHOTO
Mo3ra B B¢ (hOKaIbHON KOPKOBOW JUCIUIA3MH C HIKHUM Hapanape-
30M, CHIDKCHHEM KOTHUTHBHBIX (DyHKIMH. [n3apTprs. MHOKECTBEH-
HBIC INTMECHTHBIC HeBbeI. KOHTpaKTypr CyCTaBOB BEPXHHUX U HUXKHUX
koHewHocTel. HapyiieHue ocanku 1mo kKudoruaeckomy Tuiry. Yactnd-
Has aTpo(us 3pUTENIBHBIX HEPBOB. J{arHo3 MOATBEPKIEH METOIOM MO-
JIEKYJISIPHO-TE€HETUYECKOTO CCIIEI0OBAaHMS: CEKBEHUPOBAHUE IK30Ma —
B reHe MAP2K?2 B TeTepO3UTOTHOM COCTOSTHUH BBISIBIICH HYKJICOTHTHBIN
BapuanTt chr19,4110559 A>G (c.400T>C,pTyri34His). KanoOsl Ha MO-
MEHT TIOCTYIDICHHUS: HapyIIeHUE TOXOIKH, Ie(OpMAIIUs TIPABOIl CTOIIBI,
HapyLICHHEe MAHUIYISITUBHOM (DYHKIIMN KUCTEH PYK, CHIDKCHUE aMsi-
TH, HApYIIEHHUE TIPOM3HOLICHHS, TIOBBIILIEHHAs! yTOMJISIEMOCTh. B 1ienTpe
PpeOEHOK ToNMyYal cIeayromee JeYeHHe: MacCaK ¢ aklEHTOM Ha yKpe-
IJIEHUE MBIIILL CIIMHBI M HUJKHUX KOHEYHOCTEH, FHIPOKUHE30TEePAITHIO,
CHHIJICTHO-KUCIIOPOAHYIO TEPATIHIO, MaT HUTOTEPAITHIO, 3aHSTHS C TICH-
xororom, JorornenoM. Kype peabunurarmu umuicst 10 gHeit, B pesyiib-
Tare MPOBEAEHHON TEPAITMU MAJIBYUK BBIITUCAH C ITOJOKHUTEIHHON JTH-
HAMUKOW B BHJIC YMEHBIICHHS IPOSBICHNI aCTEHHYECKOTO CHHAPOMA,
HOpPMaJIM3allUH MBIIIEYHOTO TOHYCA B HXKHUX KOHEUHOCTSIX, YIIy4Ile-
HUS Tpou3HoIIeHus. Ha3HaueH MOBTOPHEIN Kype JIeUeHus yepe3 3 Mec.

3axntouenue. Mbl HaOMIONANIN OYCHBb PEAKUN CITydail TeHETHYC-
ckoro 3aboneBanns — KOKC. Bo3aMOXHOCTE peaOuInTaIiy JeTei ¢
TAKOM MaToNOruel NPeACTABIAET HE TOJIbKO KIMHUYECKUH, HO U Ha-
Y4HBII HHTEpEC.
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