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Axmyanvrocms. Cunapom Idaiiddepa (CII, Q 87.0, akpo-
nedanroCHHIAKTHINS V THIIa) — PEIKOe ayTOCOMHO-IOMHUHAHT-
HOe 3a00JIeBaHUE U3 TPYIIIBI CHHIPOMAIBHBIX KPAaHHOCHHOCTO30B,
oOycnoBnenHoe nedexkramu B renax FGFRI v FGFR2, xapakre-
PpH3YeTCsl YepemHO-THIEBBIM U30CTO30M M aHOMATbHBIM Pa3BHU-
THEM KOHEYHOCTeH. AHOMAaJIMU Hapy>KHOTO CIIyXOBOTO IPOXOJa H
CpeIHero yxa IPHBOIT K IIyX0Te, HAPYIIEHUSIM PEUX U MHTE-
nektyaiabHOro pa3sutus. Hactora 1 uz 100 000. [Mompaznemnsiet-
cs Ha 3 tumna. Tum 2 cBsi3aHo ¢ MmyTanusimu B reHe FGFR2, ume-
€T TSHKENOoE TEeUEHHE.

Onucanue kaunuveckozo cayuyas. Jlesouka M., y marepu 40
JIET C OTATOMEHHBIM COMATHIECKAM U THHEKOJIOTHYECKUM aHaM-
He3aMH, OT 6-i GepeMEeHHOCTH, 2-X PONIOB, TPOTEKABIIEH C yTpo-
301 mpepeIBaHusl. Macca Tena npu poxxaennu 2680 1, aAnuHa Tena
— 48 cM, OKpYKHOCTB TOJIOBBI — 33 cM, Tpynu — 34 cm, OleH-
Ka 1o mkane Anrap 4/6 6amnos. Ha 29-ii Hezene recTalluOHHOTO
Bo3pacta npu Y3 ObUIN BBISBICHBI MPU3HAKK aHOMAJBHBIX Cpa-
LICHUI KOCTel 4yeperna M JIMIEeBOro au30cto3a. COCTOsSHIE MpH
poXxaeHuu KpaitHe Tsxénoe. JleBouka Haxonunace Ha MIBJI, ume-
Jla MHO)KECTBEHHBIE CTHTMBI TN33MOpHOTreHe3a, BKIIoJas OarieH-
HyI0 GopMy Yeperna, THIIePTEN0pU3M, FK30(TaabM, CKOIICHHBIN
3aTbUIOK, HU3KO MOCAXKCHHBIC JUCIIACTUYHBIC YIITHBIC PAKOBHUHBI
1 yKopoueHue men. Habmonanucs mpu3HaKky «BsUIOTO PeOEHKay.
Ipu HelipocoHOrpaduu — MPU3HAKH TUIMIOKCHYECKH-UIIEMUYe-
CKOTO TIOpa)KeHHs TOJIOBHOTO MO3Ta W KPOBOM3JIMSIHAE B MUH/IA-
JIMHY MO3)KeUKa. BBIsSBICHBI OUKOPOHAPHBIH 1 OMISIMOIOBH THBIH
CHHOCTO3BI, HOpPMHUPOBAHNE Yepela B BUIE «JIUCTa KIEBepay,
YIUIOLICHUE Yeperna B epeHe3aJHEM HAIIPaBICHUH U YMEHBIIIC-
HUE OOJBIIOrO 3aThUIOYHOTO OTBEPCTHS, AHOMAITUH JIUIIEBOTO Ye-
pera u koHeyHoCTel. OTONapUHIONIOT HATHOCTHPOBAJ aTPE3HI0
XO0aH U HETIONIHYIO aTPe3nIo CITyXOBBIX MPoxoaoB. Cpean Jadopa-
TOPHBIX OTKJIOHGHUH y peOEHKa: aHeMHUsl, JICHKOIMTO3, TPOMOO-
IIUTO3 U TIOBBIIIEHHE YPOBHEH OenkoB ocTpoit (asel. B Mukpo-
ouonornyeckux nocesax: Klebsiella pneumoniae u Pseudomonas
aeruginosa. IIpoBoanMast Tepamnus ¢ MOJIOKUTEIbHBIM 3P PEKTOM.
IpoBeneHa NBYCTOPOHHSS IMHEHHAS KpaHHOTOMUSL. [10THOK30M-
HOE CeKBEHHPOBaHME BBISIBIIIO MyTallny B reHe FGFR2, 4to B co-
BOKYITHOCTH C JaHHBIMU aHaMHe3a MOATBEPAMIO AUATHO3: CHH-
npom ITldaiidpdepa 2 Tuna. Beinmucana momoii B Bo3pacte 4 Mec.
ITpu NOBTOPHOM OCMOTpPE OTMEYAIOCh YIy4dlleHHe MoKa3aTene
MICHXOMOTOPHOTO U (PU3UUESCKOTO Pa3BUTHSL.

3axniouenue. Tuarnos cuanpoma [daiiddepa 2 Trna craBut-
Csl Ha OCHOBAaHWHU METOJIOB HEHPOBH3YATM3aLHH1 U TOATBEPIKIACT-
sl TeHeTHYeCKUM obOcienoBaHreM. CIOKHOCTH B JHAarHO3€ CBSI-
3aHBI C OTKJIOHEHUSIMH B Pa3BUTUH M HACJIOCHHUEM TSDKENBIX (hopm
[IaTOJIOTMY HEOHATAJILHOTO Nepuopa. PanHee Xxupypruueckoe Jie-
YEeHHE MO3BOJISIET YCTPAHUTD JAeHOPMAIK U YBEIUIUTh 00BEM
MOJIOCTH Yeperna, MPeIOTBpaIlas PUCK Pa3BUTHS HEBPOJIOTHYE-
CKHX OCJIO)KHEHHUH.



