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CUHOPOM ALUEPA Y JEBOYKN-NMOOPOCTKA
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CapaTtoBCKkuii rocyAapCTBEHHbIN MEQULMHCKAIN YHUBEPCUTET
umeHn B.N. Pasymosckoro MuHsgpasa Poccun, Capatos,
Poccus

Knrouesbie criosa: knuHudeckuli criydad, 0emu, cUHOpOM
Awepa, duaeHocmuka

Axmyanernocms. Cuaapom Amepa (Yiiepa; BposkaEHHasS Hel-
POCEHCOpHAs INIyX0Ta U IMTMEHTHBIA PETUHUT) — ayTOCOMHO-pe-
neccuBHOE 3a00JeBaHue, POSBIAIOIIEECS HAPYIIEHUEM CIIyXa,
BEeCTUOYISAPHON MUCOYHKIMEH M MUTMEHTHBIM peTHHHTOM. Ha
9TOT CUHJIPOM IIPUXOJUTCS MOYTH MOJIOBUHA BCEX CIIy4aeB coye-
TaHHOM HACJIECTBEHHOMN INIyXOTHI U CJICMOTHI.

Onucanue xnunuveckoeo cayuas. bonpHas E., 17 ner, ¢ xano-
06aMu Ha POrpeccUpyIollee CHUKEHHE OCTPOTHI 3pEHHsI, 0COOEH-
HO B TEMHOE BpeMs CyTOK, U ciyxa. [Iporpeccupyromiee cHuxe-
Hue ciyxa ¢ 10 iet, ocTpoTHI 3peHust 1 HUKTajgonus — ¢ 15 jer.
Ha 1-m rony »u3HM 0TMEYanoch OTCTaBaHUE TICUXOPEUYEBOTO Pa3-
BuTHus. CeMelHbIl aHaMHe3 OTSTOIIEH 110 ATOJIOTHH I1a3: 6aly-
Ka JIEBYILKHU 110 OTLOBCKOI! JinHUM ocieruia B Bozpacte 40 net. O6-
y4aeTcs B CHeHaIN3UPOBAaHHOM HHTEPHATE JUISl C1a00CIbIILIAIIX
JeTei. Y malMeHTKH OTMEYaroTCs HUKTAJONUS, MJI0X0€ Pasiiu-
4yeHue IBeToB. [Ipu mpoBeneHNH CypIoIorHIecKkoro odcienoBa-
HUSI: HEHPOCCHCOPHAs TYroyXocTh (JIEBOE yX0 — 3 CTEIeHH, Ipa-
BO€ yx0 — 2 creneHn). [Ipu odraabMonoruyeckoM ocMoTpe Obl-
JIO BBISIBIIEHO pe3koe cHMkeHHe ocTpothl 3penus (OD 0,1 u OS
0,1), cy>xeHue nonei 3peHus 10 5 rpasycoB, IOMyTHEHHE CTEKIIO-
BUAHOTO Tena, Muddy3HOE UCTOHUSHNE CeTYATKA U HCTOHYCHUE
HelpoanuTenus ¢ obenx ctopoH). [IpoBeneHo nccnenoranue «Ba-
PpHaHTBl HYKJIEOTUAHON IOCIIEA0BaTEIbHOCTH HEOIPEAETIEHHOTO
3HAUEHHMs1, UMEIOLIIE BOBMOKHOE OTHOILICHUE K (PeHOTUITY» (TIpO-
rpamma REGINA, MI'HII um. H.I1. BoukoBa). Y 60nbHO# BbISB-
JIeH ONMCAHHBIN paHee BapUaHT HYKJICOTUIHOW IOCIIe10BaTElNb-
HOCTH B 9Kk30HE 13 rena USH2A, npuBOIAIINI K MUCCEHC-3aMe-
HE, B TeTEePO3UTOTHOM COCTOSHUM. BBISBIIEH Takke ONHUCaHHbIHM
paHee BapHaHT HYKJIEOTUIHOU MOCIIEN0BaTeIbHOCTH B 9Kk30HE 30
reHa USH2A, npuBOSIIIMI K MUCCEHC-3aMEHE, B TeTePO3UTOTHOM
COCTOSIHUM. Y YHTHIBasl HAINYKE Yy MAIIMEHTKH BPOXKAEHHON HEH-
POCEHCOPHOM ITyXOThI, IPU3HAKOB IIMI'MEHTHOTO PETUHHTA (BBI-
paxkeHHasI CTeTIeHb OITM30PYKOCTH, TyHHEIEHOE 3pEHHe, HUKTAJIO-
MUs1) M IBYX MaTOTEHHBIX BapuaHTOB B reHe USH2A nuarHocTu-
poBan cunapom Amepa (OMIM 276900).

3axnouenue. IlpencrapiaeHHbII KIMHUYECKUH ciTy4yail 1eMOH-
CTPUpYET KJIACCHUECKUE CUMIITOMBI CHHIpoMa Aliepa (UrMeHT-
HBIA PETHHUT, HEMPOCEHCOPHAsl TyTOYXOCTb), OATBEPKAEHHBII
MOJIEKYJISIPHO-TeHETUIECKUM aHaIM30M. B HacTosiiee BpeMs npu
CHHAPOME PEKOMEHAYETCSI TeParusi BATAMHHOM A, CIIOCOOCTBY-
I01Iasi OTCPOUKE Pa3BUTHs MOJTHOM ciienoThl Ha 10 yet; pazpaba-
TBHIBAIOTCS] UMIUIAHTAThI ceTyaTku. HelipocencopHas TyroyxocTs ¢
HapyUICHHEM 3pEHUS SBIISETCS MIOKa3aHUEM JUIsl MOJIEKYJIIPHO-Te-
HETHYECKOTO 00CIIe/IOBaHUS MallEeHTA.
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