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OCTPbI/ OTUT Y PEBEHKA C AXOHOPOMNA3VEN
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E.A. BoTHUKOBa

VxeBckasi rocyaapCTBeHHas MeanUMHCKasa akagemus
MwuHsgpasa Poccun, Mxeck, Poccusa

Knrouesnie criosa: knuHu4eckul criyqal, demu,
axoHdponnasus, omum, duaeHocmuka

Axmyanvrocms. AXOHAPOIUIA3US — PEIKOE TeHETHUECKOE 3a-
GoneBaHue, BBI3BAHHOE U3MEHEHUAMHU B reHe F'GFR3, BcTpeuaerT-
cs1y 1 pe6€nka Ha 15—40 ThIC. HOBOPOXIEHHBIX. AXOHIPOILIA3Us
BbI3BaHa MyTallell FeHa, KOHTPOJIUPYIOILETOo IPOU3BOICTBO Oell-
Ka, — perenTopa TOPMOHA POCTa, YTO BEAET K HAPYIICHHIO JH-
JIOXOH/IPATBHOTO OKOcTeHeHMs. M3-3a Masoro pasmepa rpyaHou
KJIETKH y AeTel 3aTpydHsAeTcsl AbIXaHUe, YTO MOXKET IIPUBECTH K
OOCTPYKTUBHOMY aIlHO® BO BPEMS CHA; U3-3a KOPOTKHUX p&Oep U
HEepPa3BUTHIX MEXKIIO3BOHKOBBIX JUCKOB (DOPMUPYIOTCS I'PYAHOM
Kn(03, HOICHUYHBIH JIOPJ03 U CKOINO3 BCIIEACTBUE 3aMEUICHUS
Iporecca OKOCTEHEHHs I03BOHKOB; HEJJOPa3BUTHE CPEIHEH va-
CTH JIMIIa COTIPOBOXKIAETCS aHOMAJIbHBIM IIPHKYCOM, OOCTPYKTHB-
HBIM HapyLIEHHEM IIPOXOAUMOCTH JIBIXaTeNbHbIX MyTeH U YacThl-
MU BOCHAJICHUSIMU CPEIHETO yXa.

Onucanue knunuyeckozeo ciyuas. JleBouka, 4 rona, ot 3-x po-
JI0B ITyTEM KecapeBa cedenus. IIpu poxnenun macca tena 4400 1
qumHa Tena — 51 M. C poxkIeHHs] HaXonuIach Ha HCKYCCTBEHHOM
BCKapMITBaHUH, YMEPEHHO OTCTaBaja B (PU3HMIECKOM U IICHXOMO-
TOPHOM pa3BUTHH. BhIABIICHBI rpyaHON K103 U JOPI03 OSCHUY-
HOTO OT/ieJ1a IO3BOHOYHHKA, CTHOATENbHbIC KOHTPAKTyPhI JIOKTEBBIX
cycraBoB. COCTOUT Ha y4éTe y HEBPOJIOTa C AUArHO30M: PacCcTpoii-
CTBO 9KCTIpeccuBHOM peun no tuy OHP1, mmeercs puck dopmu-
poBanus qu3aptpur. CeMelHbIil aHaMHe3 He OTATOWIEH, y POJ-
CTBEHHHKOB aXOHJIPOIUIa3Hs HE BBIABIEHA. JIeTH OT MpeaplIyInnX
OepemenHocTelt 300poBbl. Poct otia 180 cm, marepu — 182 cm.
MonekynspHo-reHetuueckuii ananu3 ot 01.12.2021 B rene FGFR3
(NM-000142) BbIsIBHI TreTepO3UTOTHBIN BapuaHt c.//138G>A4
(p/Gly380A4rg). AnamHe3 3a0oneBaHMs: OBBIICHAE TEMIIEPATy-
pol Tena 1o 38°C, mepeHocHiia OCTpbIil pUHO(APHUHTHUT, TOTyYa-
JIa IPOTHBOBHPYCHOE M MECTHOE JiedeHue. [locne kpaTkoBpeMeH-
HOTO YIy4YIIEHHS COCTOSIHHE BHOBb YXYIAIIMJIOCH: OBBICHIACH
TemIieparypa Tena 10 GeOpHIIbHbIX UQD, MOSBUINCH BBIJCICHUS
THOMHO-CYKPOBHYHOI'O XapaKTepa U3 JIEBOTrO yxa. bblia mposesie-
Ha 3KCTpEHHas rocnuTanu3anus. B nedenuun — napenrepanbHas

Y MECTHas aHTHOMOTHKOTepartus, (PH3HoIeueH e, BAOPOMacCcax 1
MHEBMOMaccak OapabaHHOI MEepPEeNOHKN; CUMIITOMATHYECKAs Te-
pamnusi. PeOEHOK BBINKCAH C yiy4llleHHeM Ha 12-ii ieHb OT Hayalia
3aboneBanus. bapabaHHas epenoHKa 3aKpbUIACh HE IIOTHOCTHIO.
3akniouenue. JleueHue otTuta y AeTeil ¢ axOHApOILIa3uel sB-
JISETCS CIIOKHOI 3a1adeil B CBSI3U C TEM, YTO y OOJIBHBIX H3-32 aHO-
MaJIEHOTO CTPOEHUSI JIMLA Cy)KEHBI HOCOBBIE XO/Ibl. Pa3BuTHE OTHTA
MPOUCXOIUT OYEHB OBICTPO, AAKE MPH HEOCIOKHEHHON BUPYCHON
uHpexuun. [ToBblmaeTcs pucK pa3BUTHS OTUTA IIPH NIEPEHECEHUN
100010 3a0071€BaHUs, CONPOBOXKIAIOIIErocs puHUTOM. CliencTBU-
€M NIEPEHECEHHBIX OTUTOB MOXET ObITh CHIDKEHUE U IIOTEPS CIIyXa.
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