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NPAUDDPEPONOOOBHbLIN CUHOPOM Y PEBEHKA

CmonbsaHHuKoBa A.B.
HayuHbI pykoBoauTenb: aoueHT E.A. CapkucsH

Poccuricknin HaumoHanbHbIN ccrneaoBaTenbCKuii
MeauUmMHCKUIN yHnBepcuteT nmenn H.U. Muporosa
Mwun3zgpasa Poccun, Mockea, Poccus

KnroueBble cnoBa: knuHu4eckul criyqal;
nghatighgpepornoGobHbIli CUHOPOM, KPaHUOCUHOCMO3bI;
eeH FGFR1; eeH FGFR2; uepenHo-nuyesbie du30Ccmos3bi;
OSTHO3K30MHOE CeKe8eHUposaHue

AxtyaabHocTh. Cunapom I[daiipdepa (CII, Q 87.0 unu
akpouehanroCUHIAKTUINS V TUIIA) — PEIKOE ayTOCOMHO-A0MU-
HaHTHOE 3a00JeBaHKUEe U3 TPYIIBI CHHIPOMAIbHBIX KPAaHHOCH-
HOCTO30B, 00ycioBieHHoe nedexramu B renax FGFRI u FGFR2.
XapakTepu3yeTcst IpU3HaKaMH YepeITHO-TUIIEBOH JUCTIIA3HH B CO-
YeTaHWH CO CKeNeTHBIMU Aedopmanusamu. Yactora BCTpedaemMo-
cti 1 : 100 000 HOBOpOXKIEHHBIX. PemaromyM 1uarHoCTUYECKUM
MEPONPUITUEM SBIISIETCS] MOJIEKYJISIPHO-TEHETHYECKOE TECTUPOBA-

HUE | BbIsABICHUE ne(ekToB B TeHax FGFRI w/wmu FGFR2. CIT
NOZIpa3essieTcsl Ha TPH THMa, rae 2 U 3 TUIBI UMEIOT Hebiaro-
MIPUSITHBII POTHO3.

Onucanue KnuHuyeckozo cayyas. Mansuuk X., ponuics
oT mMarepu 38 JieT ¢ OTATOEHHBIM aHaMHe30M. [Ipu poxaeHnu
Mmacca tena 3000 1, anuHa Tena 48 ¢M, OKpY>KHOCTb ToJIoBHI 33 cM,
OKPYXKHOCTh TpyaH 34 cM, OIICHKa Mo miKayie Anrap 7/8 6amios.
Pe6énok pomuics ot 2-it GepeMeHHOCTH, 1-X poIoB (€CTECTBEH-
HBIE, CPOYHBIC), POTEKABIIICH C YTpO30H MPEphIBAHUS, ONICPaTHB-
HBbIM ITyTeM Ha 39-it Henene recrauuu. Ha 27-if Henene recrauuu
ObUIN BBISIBIIEHBI MHOXKECTBEHHBIE TIOPOKU Pa3BUTHUS Iuiona (OT-
KPBITHIA apTepuaibHbIA IIPOTOK, OTKPHITOE OBAJIBHOE OKHO, BPOXK-
NEHHAS MIPOTPECCUPYIONIasi OKKIIFO3MOHHAS THApoLealis, Kpa-
Huo(acuuanbHeii 1u30cto3). [Ipu poxkaeHnn odpaiaim Ha ceos
BHUMaHHUE XapakTepHas ¢opma uepena: Opaxuuedanus, 3K300-
TaJIbM, TUIIEPTEJIOPHU3M, HEAOPA3BUTHEC BEPXHCUCITIOCTHBIX KO-
crei, mupokue, koporkue naneibl. [Ipu KT rorosHoro mosra
BBISIBJICHA IIporpeccupyomas ruaponedanus. B Bozpacre 3 mec
peOEHKY OBLIH IPOBEICHBI MHOKECTBEHHBIE OTIEPAIIMH, BKITIOUAs
BEHTPHKYJIONEPUTOHEANEHOE IIYHTHPOBAaHNUE U KPAHHOIIIACTH-
Ky, TIOCJIe Yero OH ObLI BBIMKMCaH Ha aMOyJaToOpHOe HAOIOCHNE.
B Bo3pacte 2 €T OH NOBTOPHO MOCTYIHI ¢ JOOPOKa4eCTBEHHBIM
HOBOOOpPa30BaHHEM HUKHEH YENIOCTH, BBIPaKEHHOW TUIIepILIasu-
eil cIu3ucTol anbBEONAPHBIX OTPOCTKOB 000uX uentocTel. Moie-
KYJISIPHO-TE€HETHYECKOE TECTUPOBAHHUE, TOTHOIK30MHOE CEKBEHH-
pPOBaHHE NPHU POXKACHIUH — 0€3 0COOCHHOCTEH.

3akmouenne. CIT nposiBisieTcss pa3HOOOpa3UeM CKEJIETHBIX
aHOMaJ’[Hﬁ, KOTOPBIC MOKHO Ha6J’l}O£[aT]) YK€ B HEOHATaJIbHOM II€-
puoze. Mbl onuchiBaeM YHUKAJIbHBIH npuMep peO&HKa ¢ pu3Ha-
KaMH, XapaKTepHbIMHE Juts ndaiidpepomnonodHoro cuaapoma, of-
HAKO TeHETHYECKOE HCCIE0BaHUe, BKIIOYAs MOJTHOIK30MHOE
CEKBEHHPOBAHWE, HE BBISIBIIIO MyTanni B reHax FGRI nu FGR2,
csizanHbIX ¢ CIT. Dto nopuépkuBaeT HEOOXOAUMOCTh KOMILICKC-
HOT0 noAaxoJa K AIMarHoCTHUKE PCAKUX IrCHETUICCKUX CUHAPOMOB,
T. K. HECUH/IPOMAJIbHBIE KPAaHHOCHHOCTO3bI MOT'YT MaCKUPOBAaTh-
Csl TI0J1 CHHAPOMAJIbHBIE.
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