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Beenenue. CunapoMm Ailmiepa — 03TO PEAKO BCTPEUAIOLIEECS ayTOCOMHO-
PELIECCHMBHOE TE€HETUUYECKOE 3a00JICBaHME, SBJIAIOMICECS NPUUYUHOM CICIOITYXOTHI.
PacipocTpaHEHHOCTh COCTaBiIdeT NpuMepHO OT 3-6 yenoBek Ha 100 000 yenosek.
3a00J€BaHME XapaKTEPU3YeTCs COUYETAaHUEM CEHCOHEBPAIbHOM TYyrOyXOCTH U
IMUTMEHTHBIM PETUHUTOM, a B HEKOTOPBIX THUIIAX W BECTUOYISPHOM JUCPYHKIIHEH.
Iean. IIpencrtaBuTh gaHHBIE OOCIEIOBAaHUS PEOCHKA C MUITMEHTHBIM PETHHUTOM U
HEMPOCECHCOPHOM TYIOYXOCTBIO, pa3BHUBIIEHCS B Bo3pacTe 11 ner.

Pesyabrarel. JleBouka 11 jner. OQpTanbMOJIOrH4ecKoe UCCISIOBAHUE: ONTHYECKAs
KorepeHTHass Tomorpadus, (QoToperucTpanus Na3HOro AHA, MEPUMETPHUS IIOCIe

KOHCYJIbTAIIUU OTOPHUHOJIAPUHTOJIOTA 5| JTAHHBIX ayJIMOMETPHUM.
OTOPMHOJIAPUHIOJIOI JIUATHO3: XPOHHUYECKAA ABYCTOPOHHASA HEHMPOCEHCOpPHAas
Tyroyxoctb I  cremenum.  PekoMeHIOBaHO:  OMHaypajibHOE  IU(PPOBOE
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Pe3ynpTaThl 0QTaabMOJIOTHYECKOro 00CaeI0BaHU

Vis OD =0,9 Vis OS =1,0

Ha rmaznom gue —
AUCTPOQHUYECKUE
IIUTMEHTHBIC O4Yaru
napagOBEOISIPHO U Ha
nepud)epur CETYATKHU.

ITo magariM OKT —
N€30praHnu3aIus
[IUTMEHTHOI'O PIIUTCIUA
CCTYATKHU U DIIUICOUTHOU
30HBI

IlepumeTpust — CHUXKEHHUE
CBETOUYYBCTBUTEIbHOCTH
CETYATKHU



* Ilo naHHBIM 00CIIEIOBAHUSI OTOPHUHOJAPUHIOJI0ra U O(PTAIBLMOJIOTA Y
peOeHKa JUarHoCTUPOBAHLI HEMPOCEHCOPHAS TYIrOYX0CTh U
IMUTMEHTHBIA PETHHHUT, KOTOPBIE MOTYT OBITh MPOSIBICHUEM
CHMHpOMAa Alepa.

* PeOeHOK HampaBlieH Ha MEJIMKO-T€HETHYECKOE KOHCYJIFTUPOBAHUE U
CEKBEHHUpOBaHME MaHeau TeHoB. [logo3penne Ha cuHapoM Aliepa
(Usher syndrome) ObLIO CHSITO HA OCHOBAHUH PE3YJIBTaTOB
T€HETUYSCKOTO TECTUPOBAHMUA.

* PeOenky BbIcTaBiicH quarHo3 Cunapom I'enmiiepa 2 tuma,
00Oy cCIJIOBICHHBIM MyTalusiMu B reHe PEX6 (Peroxisomal Biogenesis
Factor 6, OMIM *601498), nokanu3oBaHHOM Ha XpoMocome 6p21.1.

* CunapoMsl Amiepa u I eimiepa UMEIOT KIMHUYECKOE (DEHOTUITHYECKOE
NEPEKPBITHE (CEHCOHEBpAIbHAs TYTOyXOCTh M MMTMEHTHBIA PETUHUT),
4TO OOBSICHSET NEPBOHAYAIBHYIO IMArHOCTUYECKYIO OIIINOKY.



JuddepeHumnanbHas fuarHocTuka cuaapoma I erimiepa 2 u Auepa
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1. Ho3omornu uMeroT pasHbin
NPOrHo3: npu cuHapome I'eumirepa
HET HEMPOACTEHEPALIUU, COXPAHHBIN
MHTEIJUIEKT, IPU CHHIPOME Allepa
— MPOTPECCUPYIOMIAA CICTOTITYX0Ta
C BO3MOKHBIM BECTHUOYIISIPHBIM
HAPYIIIEHUEM.

2. 'eneTn4yeckas Bepupukanus
SIBJIACTCS 00513aTeJIbHbIM

ITANOM IIPH TTOJO3PCHUH HA
HACJICJICTBEHHBIE CUHAPOMBI. U
MTO3BOJISIET YCTAHOBUTH TOYHBIN
IAArHo3, ONPEHEIUTh IIPOTHO3 U
n30eKaTh BpaueOHBIX OIIMOOK.
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