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Analysis of a clinical case. The debut of epilepsy and the carriage of the heterozygous USH2A
gene (a disease associated with Retinitis pigmentosa 39, Usher syndrome, type 2A)

AKTYyaJIbHOCTH

ONuiencus—3TO  XPOHUYECKOE  HEBPOJIOIMUYECKOE  pacCTpOMCTBO,  MPOSBISIOIIEECS
MNOBTOPSIIOLUIMMUCS TPUCTYIIAMH, BBI3BAHHBIMU AHOMAJIbHOW 3JIEKTPUYECKOM aKTHUBHOCTBIO
HEHpoHOB B rosioBHOM Mosre. [1]. I[Ipuém npoTHBOANMIENTHYECKUX MpPENapaToB W3 TPYIIIBI
UMHHOCTUIILOEHOB MOXET NMPUBOJUTH K CHUXKAIO 3PEHUs, IJIayKOMe Yy MalUeHTOB, UMEIOIIUX
MPEaPacoIoKEHHOCTS [2].

Hean
AHanM3 KJIMHUYECKOTO CIIyyvasl.
Marepuajbl 4 MeTOABI

[TanmenTka 17 net oOpaTunack Ha KOHCYJBTAIMIO C )KaJI00OAMU HA CHUKEHUE 3PEHUS B TEUCHUH
3 ner, OeCIpUYMHHOE CHIDKEHUE HACTPOEHUS, OTCTpaHEeHHOCTh. [Ipoxoanna neyeHue Ha Oaze
MNCUXUATPHUICCKOr0 OTACIICHHUA C IMPHUEMOM HCﬁpOHCHTHKOB - 0e3 JAWHaAaMHUKH CO CJIOB MaMBbI.
BrimonHeHo o ranbMonoruueckoe o0cie0BaHme.

PesyabTarsl

[Manuent non HaOmonenuem 3 roxa. Ilpm mepBuunom ocmotrpe 2022r: Vis (MKOC)
OD/OS(Bomm3m, Branp)=0.6/0.5; BTM=17/15. OU- nepennuii oTpe3ok 6e3 0coOEHHOCTEM,
ocmotp TnazHoro nHa: JI3H-OGnemnsple, deTkue, cocyapl 0e€3 OCOOEHHOCTEH, pediekchl HE
BbIpaxkeHbl. CeTuaTka 1enas, npuiexurt, arpopus [19C na nepudepun. ['onnockonus — 6e3
ocooernocteit. ACKII-30-muao)ectBernble ckoToMbl. OKT JI3H O]l cHmxkenme TCHB B
BEpPXHEM, TEMIOpAIbHOM, HUKHeM cermMeHTax, OC-B temnopaibHoM; M3 - uctonyenne I'KC
BO BCeX cerMeHrax oboux ria3, ToiammHa HOC cHmxkena, ¢oea criaxena. D9 smu-
aKTUBHOCTh B HOUHOE Bpems. MPT: eqMHUYHBIN MEIKUI T'MIepUHTEHCUBHBIN oyar B 001acTH
0a3anpHBIX sAep MpaBoro mnoiymapus. BeictaBnen aumarHo3(2022r):6ecniurmenTtHast ¢opma
abuotpoun ceTyaTKM, ONTUKOHeWpomaTHss o000MX Tha3 (MUIENTHYECKOro reHesa?).

HanpaBJIeHa Ha KOHCYJIbTAllUIO K HCBPOJIOT'Y U TCHCTHUKY. I'eneTnueckuii aHaIN3: HOCUTEILCTBO
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11-12 pekabps,
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B reHax rerepo3urotHeii USH2A (3abosneBaHuMe acconuupoBaHHbIE C TeHOM Retinitis
pigmentosa 39, Usher syndrome, type 2A). [lonyuana rpynnoii npenapatoB (GeHUITPUAZUHBI U
UMUHOCTUJILOCHBI. Uepe3s 6 MecsleB OTMedaaoch OTCYTCTBHUE SIMU-aKTUBHOCTU Ha DOl u
cTabunu3anus TOBeIeHUs mauueHra, yinyudmenue 3penus Vis(MKOC)OD/OS=0.7/0.7,0KT
J3H O/l cumxxenue TCHB Bo Bcex cermenrtax, OC-B TemnopainbHoM, HuxkHeM.Ha npotsxenun
2 net nipu npoBeaenuu ACKII-30 pesynbratsl 6€3 quHaMuku, mpu ocMotpe 2025 roj nanueHT
MPEIbSIBISET jKajao0y Ha paclIMpeHue 3padkoB. [laHHBIE OCTPOTHI 3peHMS, OCMOTP C (YHIYC-
muH30#, OKT- 6e3 orpunarensHoit quHamuku. bTM=22/22, rounockonus OU: YIIK oTkpsiIT,
HIMPOKUH, BBIpaKEHHAs cyOoarpousi CTPOMBI paayXHOH OO0OJOYKH [0 BU3YyaIHU3AlUH
coOctBeHHbIX cocyabl B YIIK, mponanc pagyxku. [lurmentanuu uvet. [Ipu nocnennem ocmotpe
20251 ACKII 30: cmabast moJIOKMTEIbHAs IUHAMHKA, CHU)KEHHE KOJHWYECTBA, IIOBBIINIEHUE
CBETOUYBCTBUTEILHOCTH. HampaBieHa Ha KOHCYNbTallMI0O K HEBPOJOTY [UIsl CHH)KEHHUS
JIO3UPOBKH WJIM OTMEHBI MPENapaToB TIPYNIbl UMUHOCTUIHOCHOB, B CBS3H C BO3MOYKHBIM
TOKCHYECKUM (P PeKTOoM mpemapaTa Ha CTPOMY PaayKKH, (yrpo3a pa3BUTHS IIIAYKOMBI).

BriBoabI

JaHHBII  cioydall MOJYEPKHBAET BAKHOCTh  MEXKIAUCUUIUIMHAPHOTO  B3aUMOIECHCTBUS
OpTAILMOJIOTOB W HEBPOJOrOB, YTO TIO3BOJIIET HA paHHEH CTaJud KOHTPOJIHPOBATH
3a0071€BaHueE.
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