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Poccuicknin HaumoHanbHbIN UccreaoBaTenbCKUin
MeauUMHCKUn yHuBepenTeT nmenn H.W. MNMuporosa
MwuH3agpasa Poccuun, Mockea, Poccus
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KpaHUOCUHOCMO3bI; Xapakmepucmuka, duazHocmuka

AxtyaabHocTb. CUHIpOMalbHBIE KPAaHHOCHUHOCTO3BI
(CKC) — rereporennas rpyimmna 3abojieBaHUH, XapaKTepu3yro-
MIAXCSI MPEXAEBPEMEHHBIM CPAIIEHUEM YEPEITHBIX [IIBOB B COYe-
TaHUH C AaHOMAJTMSIMH Pa3BUTHSL APYTHX CUCTEM U OpraHoB. YacTo-
Ta BCTPEYaeMOCTH KpaHHOCHHOCTO30B — 5,9 Ha 10 000 HOBOpO-
KaEHHbIX, U3 HUX 14% — CKC. Brigsieno 6osee 180 sumos CKC,
B 50% ciryyaeB — BapuaHThl de novo. lleb: IpoBeCTU CpaBHU-
TENBHYIO XapaKTepHCTHKY CHHAPOoMOB Arepa, Kpy3ona u [1daii-
(hdepa Ha OCHOBE KITMHUKO-aHAMHECTHYECKHX TaHHBIX.

Marepuaiibl 4 MeToabl. [IpoBenéH peTpocieKTHBHEIN aHa-
nu3 11 marmentos ¢ CKC, pacnpeaenéHHbIX 110 HO30JIO0TUSIM: CHH-
npombl Aniepa (n = 6), Kpy3ona (n = 3), [1paiiddepa (n = 2). Cpen-
HU recTallMOHHBIN Bo3pacT aereit cocrasmi 38,82 nen. [1peodina-
namu neBodku (7/11). AHTpOIOMeTpHUYEeCKHE TIOKa3aTeH: Macca
Tena npu pokaeHnn 3448,2 +£ 456,37 r, mHa tena 52,73 + 3,29 cm,
OKpYyXHOCTB rojoBHI 34,15 + 1,11 cm. Ouenka mo mkane Ar-
rap: 6,91 = 1,76 6ayuioB (1 mun) u 7,91 £+ 1,14 Gannos (5 MuH).

Pe3yabrarel. Cunapom Anepa mpoTeKal ¢ OTSATOIEHHBIMU
cemeiiHbIM (3/6) u akymepckuM (4 Marepu) anamMmHe30M. PeHOTHIT
BKJTIOUAJT TIOJIMCHHAAKTIIIHIO (6/6), pacmienuny HEOa (6/6), ruapo-
nedanuio (6/6), a Takke TUMOILIA3UI0 cpefHel Tpetu una (5/6),
akpouedanuio (5/6) u opouTanbHbIN runeprenopusm (4/6). [peood-
Jazal IByCTOPOHHUI KOPOHAPHBIN CHHOCTO3 (5/6). EquHUYHO OT-
Meualluch aHoMajus ApHosibaa—Kuapy U ruronsiasus Mo3Keuka.
Cunppom [daiidpepa xapakrepuzoBaics paCIIPEeHUEM NEPBBIX
nanbies (2/2), CIOXHBIM KOMOMHHPOBAHHBIM KPAaHHOCHHOCTO-
30M (2/2) n 100% gacToToi sK30(hTaTEMa, TUIIOIUIA3UEN CpeaHer
TPEeTH JIMIa, akpouedaineil 1 OpOUTAIBEHBIM THIEPTEIIOPH3MOM.
EnuunuHo 3admkcrpoBaHbl paciienrHa HEOa, 3a0CTPEHHBIN HOC
u anomanusi Apronbaa—Kuapu. Cunnpom Kpysona npossisiics
YeperHO-IULEBbIMU aHOMaNusIMu — 3Kk30¢TansMm (3/3) u rumo-
TuIa3ust cpeHeit Tpetu Juna (2/3) mpu MmoJHOM OTCYTCTBUH I10-
POKOB KOHeuHOCTeH. KpaHHOCHHOCTO3 HOCHII KOMOMHUPOBaHHBIH
xapakrep. ['mapouedanus 1 THIOIIIa3HsI MOPKEUKa BCTPEUAINCH
y 2 u 1 pebGEHKa cOOTBETCTBEHHO. [IpeHaTanbHO TMarHoCTUPOBa-
HbI 45,4% ciyuaeB. HeoHaTanbHbIil IEpUOA OTATOMIEH Y 5 neTeil.
YV Bcex OOJIBHBIX IOATBEPXKJIEHA MyTalus B reHax FGFR u npo-
BE€/ICHO XUPYPrHYECKOe JICUCHHE.

3akaouenue. /s cuaapoma Anepa maTOrHOMOHUYHA TPH-
aja: MONMYMCUHAAKTHIINS, PacileNnHa Heba 1 OMKOPOHAPHBIN CH-
Hocto3. Cunnpom Ildaiipdepa xapakrepusyercst pacumpeHuem
MEPBBIX MaJbIEB NPU KOMOMHUPOBAHHOM cHHOCTO3e. CHHIPOM
Kpy3oHa nporexaer 6€3 IOPOKOB KOHEUHOCTEN, HO C IK30(TalIb-
MOM U TunoIiasuen cpeanet rpetu nuna. O6ummu s secex CKC
SIBJISUTUCH TTOJIMCHHOCTO3 U IOPOKHU TOJIOBHOTO Mo3ra. Bee cimydan
CBSI3aHBI ¢ MyTauusMu B reHe FGFR, 9To yka3pIBaeT Ha 3HAYH-
MOCTb T€HETHUECKOTO aHAIM3a ATl AMaTHOCTHKU 3THX ITOPOKOB.
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