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<> B craTbe NpeacTaBJ/ieHO ONKUCaHue KJIMHUYECKOro cJjaydas CHHApPpOMa YCUJIEHHOT'O OTBETAa S-KO.HGO‘JBK, pa-
Hee IHarHoCTUPOBaHHOI'oO Kak HaMonaTHYECKU I pETHHaﬂbeIﬁ BAaCKYJIUT. Tak>ke onucanbl 9THUOJIOI'MA, 1TaTO-

reHes M KJIMHU4YeCKHe MposiBJeHUs1 CHHIpOMa.
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<> A case of enhanced S-cone syndrome misdiagnosed as idiopathic retinal vasculitis is presented. Etiology,
pathogenesis and clinical features are described below.
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Cunapom  ycuJieHHOro oTBeTa  S-KoJ6oyek
(OMIM: 268100) — penkoe ayTOCOMHO-pelec-
CHBHOE MeJJIEHHO Tporpeccupyioliee HacJje-

CTBeHHOe 3aboJieBaHME ceTyaTKu, (GoTopelenTop-
Hble KJIETKM KOTOPOH MpeICTaBJeHbl B OCHOBHOM
S-kon6oukamu [1]. JlaHHBle TO BCTpeYAEMOCTH
1 3200J1eBa€MOCTH B HACTOsILIIeE BPEMS HEJ0CTaTOU-
HO TOYHbI, onucano okoJsio 1000 cayuaeB B mupe,
uto coorBercTByeT uacrore 1,4:10000000 [2].
BriepBble TepMHH «CHHIPOM YCHJIEHHOTO OTBe-
Ta S-kojbouek» Obll npemsgoxkedn M.F. Marmor
et al. B 1990 r. [3]. PasButne cunppoma o6ycJioB-

Jgeno myrauueidl B rene NR2E3 (Nuclear Receptor
subfamily 2, group E, member 3), pacrnosoxennom
Ha 15-1 xpomocome (sokyc 15q22.32), KoTopblil KO-
JMPYeT PeTHHAJbHBIE Op(aHHbIH siIEPHbIH pelern-
TOp, pEryJupyouni T hepeHIlpOBKY U pa3BUTHE
naJjioyek u KoJjibouek [4]. B nocsenHue rojabl nosiBu-
JIUCh JIaHHbIE O HAJUUUK MyTalluu B rene NRL, Tak-
JKe MPUBOJSILIUE K PA3BUTHIO CHHIIPOMA YCHJIEHHOTO
oTtBeTa S-kojabouek [5, 6]. Knunuueckas kaptuna
CHHpOMa BecbMa pazHooOpasHa M BKJlovaeT B cebs
reMepaJionuo, Nporpeccupytollee CHUKEHHE 0CTPO-
Thbl 3peHHs], U3MEHEHHUsI NIPH JEeKTPOpPeTHHOrpadnu
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M HU3MEHEHHs VIa3HOTO AHA (OT MPaKTHYECKH MOJI-
HOTO OTCYTCTBHSl JI0 XapaKTE€PHbIX MOHETOBM/HbLIX
M3MEHEHUH MUTMeHTAlUu Ha cpelHel mnepucdepun
MO XO/ly COCYAMCTBIX apKaj), 4aCcTo COMPOBOK/IAIO-
iMecst HaJauYMeM MakyJsipHOro OTEKa UJIM MaKyJisip-
Horo muauca [2, 7, 8].

Ha ceropHsiliHUi [eHb HET JAHHBIX O Koppe-
JSIUMU TeHOTHNa M (DEHOTHITHUECKUX TPOSIBJIEHHH
cuHapoMa. boJblioe pasHooGpasue MnposiBJaCHHH
pPETHHAJLHON JereHepalud MOXKeT ObITb CBS3AHO
C pasJIMYHBIMU MexaHu3Mamu 3aboseBanus. Coryac-
Ho gauHbIM Schordenet u Escher, 3Tu MexaHusmbl
MOTYT BKJIIoYaTh B ceGsl OTCYTCTBUE CHHTe3a OeJika
13-32 MyTallMK CO CIIBUIOM PAMKH CUHUTBIBAHUS UJIH
abeppaHTHOro CIJalCUHra, OTCYTCTBHE Mpolecca
cesAsbiBanusa JIHK B cayyae myrauuu, pacnoJo-
»kenHo# B JIHK-cBsizbiBatoliem jomene, pasjinunyto
AKTUBHOCTb MYTMPOBAHHbBIX T'€HOB W HapyLIEHHBIX
MOCTTPAHCJISILMOHHBIX  [POLLECCOB  MOAMDUKALUH
6esika [9].

CHMKEeHHe OCTPOThl 3peHHsl Y MallMeHTOB C CHH-
JIPOMOM YCHJIEHHOTO OTBeTa S-KoJi6oueK 06yCcJoB-
JIEHO He TOJIbKO JereHepaiivert (hoTOpeLenTopos,
HO W pa3BUTHEM MaKyJspPHOro OTEKa WJH Maky-
JISPHOTO 1LIM3MCA; B HEKOTOPBIX CJy4asix BO3MOXKHO
pasBUTHE XOpHOUJAJIbHON HeoBacKyJsipudauuu [10],
MO3TOMY MalMeHTbl C CHHAPOMOM YCHJIEHHOTO OTBe-
Ta S-K0JO60UEK NOJKHbBI JJUTEJbHO HAXOAUTBCS MO,
JMHAMHUeCKUM HabJoJieHHeM odTaabmMoJora.

ONMNCAHMNE KJINHWYECKOIO CNY4Af

[TaumenT B Bogpacrte 35 JieT o6paTHCS HA KOH-
cynbrauuio B LIeHTp AMArHOCTUKH W XUPYprUH 3a-
JIHEro oT/eJia ryiasa Jis NoJydeHns «BTOPOro MHe-
HUSI» W OMNpeleJeHdsl TAaKTHKM BeJeHus. 3a jBa
rofga a0 o6pauleHuss B LIeHTp AMArHOCTUKH U XH-
pPYypPruu 3ajiHero otjeJsa rjasa Ha OCHOBAHWM JlaH-
HbIX (J1I00PECIIEHTHON aHrHorpauu nanueHTy Obl
MOCTaBJIEH IMATHO3 HHOMATHYECKOTO PETHHAJBHOTO
BackysuTa. B Teuenue 1,5 roja mauueHT noJydal
uKJaocnoput A B 1o3e 350 Mr u npeaHu30J0H (M0-
caennuil ron B node 20 mr). Ha ocmoTpe nauument
NpeabsABJs KajgoObl HA HU3KYIO OCTPOTY 3pEHHSs

o6oux rnas. MseecTHo, uTo B BO3pacTe 7 JieT y na-
[IMeHTA JIHAarHOCTMPOBAH MHOIMHYECKHUI acTUrMa-
TH3M CpeJiHel cTenenun o0oux mas. Jlaty cHuKeHus
3peHHs TallMeHT yKasaTb He MOXET, CUUTAeT CBOE
3peHHe «IJIOXHM C JeTcTBa». MakcumaJbHO KOppH-
rupoBanHasi octpota 3penus (MKO3) npasoro ria-
3a — 0,2, MKO3 nesoro rnaza — 0,2. [lepennuii
OTPE30K CIMOKOWHBIN, KJeTOK U (hJiépa B nepeaHei
Kamepe HeT. Busyasusupyercsl sanHekarncyJ/sipHasi
KaTtapakTa (60Jibllle Ha JIEBOM IJ1a3y), KJIEeTKH B CTe-
kaoBuaHoM Teqe (0,5+ mis mpaBoro ryasa, 1+ ags
JieBoro rnasa). Ha rnasHom nHe Ha MOMEHT oCMO-
Tpa — JIUCK 3PUTEJIbHOI'O HEepBA HECKOJIbKO THIle-
peMUpPOBaH, rpaHuLbl YETKHE, apTePUH HOPMaJIbHOTO
KaJau0pa, BeHbl He paclUUpeHbl, MaKyJspHbIH OTEK,
reMopparuii HeT; Ha cpelHell nepudepun (60Jblie
B HUXKHEM KBaJlpaHTe) 30HbI He SPKO BblPaKEHHbIX
M3MEHEeHHH 10 THUMy TrunonurMeHtauuu (puc. I).
[Ipy momomy onTHYeCKOH KOrepeHTHOH TOMOrpa-
dun (OKT) oGHapyKeHbl MaKyJspHbIH OTEK, pas-
pylileHHe Hapy»KHbIX CJI0EB ceTyaTKH (cJoi hoTo-
peLenTopoB MpakTHYeCKH MOJHOCThIO OTCYTCTBYET),
MeJIKHe runeppedeKTHBHbIE BKJIOUEHUS HA yPOB-
He Hapy»KHbIX CJIOEB CETUaTKH, TUNeppedeKTHB-
Hasi CTPYKTypa Ha TOBEPXHOCTH CEeTYaTKH (3Mu-
petuHasnbHasi MemOpana) (puc. 2). Komnblotephas
NMepuMeTpPHUs BbISIBUJIA KOHIIEHTPUUYECKOE CyKeHHe
noJsi 3penusi 1o 10 rpamycoB oT TOuku (hUKcAlMU
(puc. 3). Ha cepun aioopecueHTHbIX aHTHOTpaMM
o6oux rias (puc. 4, 5) BU3yasiu3MpOBaJIUCh paHHHE
runepditoopeciieHTHble fedekThl (window-defect),
runepgJ/IoopecueHiusl MaKyJaspHOH 30HbI (Maky-
JISPHBIH OTEK), BbIpaKeHHasi runepJIroopeciieHIns
nepunanuaasgpHo. Tak:ke Obl OTMeUeH JIHKEIXK Kpa-
CHUTEJIsl U3 PETHHAJBHOTO COCYIUCTOTO pycJia Ha me-
pucepun.

[Tauuenty mnpoBeneHo oOcJenoBaHue, MO pe-
3yJibTaTaM KOTOPOTo TepaneBTHUECKOH MaToJoruu
He O0OHapy»KeHo, 3a HCKJUYeHHeM H30bITOYHON
maccbl TeJsia, 0OYCJOBJEHHOH JJIMTEJbHBIM MPHE-
MoM TmpenaHusosioHa. Antutena kK BUMY, peakius
MUKPOTIPELUITUTAIIMY C KapAHOJUIIMHOBBIM aHTH-
reHoM — OTpHllaTesibHble. AHTHTeJA K JBYXCIH-

Puc.1. dororpadus rnazuoro nua

Fig.1. Funduscopy
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Puc.2. Ontuueckasi korepenTtHast Tomorpadusi (cjeBa — MpaBblil 1J1a3; cripaBa — JIeBbIi 1J1a3)

Fig. 2.
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Puc. 3. Komnbiotepnast nepumerpus (30-2)

Fig. 3. Visual field testing (30-2)

Optical coherence tomography (left — right eye; right — leit eye)
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Puc. 4. duioopecuenTHasi aHrnorpadus npaBoro riasa

Fig. 4. Fluorescein angiography of the right eye
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Puc.5. duoopeciuieHTHast aHrHorpacus JeBoro rjaasa

IFig. 5. Fluorescein angiography of the left eye
[
panbHoit JIHK W K siiepHbIM aHTUreHaM He BbisiB-
Jgenbl. OOIKI aHa M3 KPOBH, OOIIMH aHaJH3 MOYH
1 OMOXUMHUYECKHUH aHaJu3 KPOBH — 0e3 0COOeHHO-
crert. [lo pesyabraram MPT rosioBHoro mosra na-
TOJIOTMH He yCTaHOBJIeHO. PenTreHorpadus opraHos
rpyiHOH KJjeTku — 6e3 nartosoruu. Jluackuurect
OTpHLIATE/IbHbIA. 3a BpeMsi CHCTEMHOH HMMYyHOCY-
MIPECCUBHON Tepanuu ocTpoTa 3peHHust 00OMX IJa3
He uamenusaco. [lo nanubim npepocraBaenubix OKT
B IMHAMMKE HaJIHune MaKyJsspHOTO OTéKa He Koppe-
JIUPOBAJIO C 710301 MPEIHNU30JI0HA U IIUKJIOCTOPHUHA.

YuuTbIBasi CHHXKEHHOE C JIeTCTBA 3peHHe Malu-
eHTa, M3MeHeHHe HapyKHBbIX CJOEB CETYaTKH, Bbl-
spjeHHoe ¢ nomouibio OKT, KoHUeHTpuueckoe cy-
JKeHHe MoJiell 3peHusl, HaJlMuue MakyJsipHOro oTéKa,
OTCYTCTBHE 3HAYMTEJLHOH [0JI0KMTENbHON JHHA-
MHUKHM Ha (hoHEe JJIMTEJIbHOH MMMYHOCYpPeCCHBHOH
Tepanuu W Tepanuu TMPeJIHU30J0HOM, OTCYTCTBHE
COMATHYECKOH MaToJIOTHH, ObLIO CAeJaHO TPErNo-
JIOXKEHHe O HAJMUWKM y MaldeHTa NaJjiouko-Koa6ou-
KOBOH JIMCTPO(UH CETUATKH.

[Ipn nomouu ckoTonuyeckod M QoTonuyeckon
3J1eKTpOpeTHHOrpauu ObLJIO BBISBJEHO CHHUXKEHHE
AKTUBHOCTH Hapy»KHbIX CJIOEB CETYATKH B LIEHTpe

1 Ha nepudepun (puc. 6). ['eHeTnueckuil anau3
MO3BOJIMJI YCTAHOBUTH JIB€ MyTalluu B rene NRZ2E3
(c.481delA u ¢.227G>A), paHee omHcaHHbIE 1O OT-
JIeIBHOCTH 'y TAllMEHTOB C CHHIPOMOM YCHJIEHHOTO
oTBeTa S-KoJsibouek. Ha ocHOBaHWH MOJIyUeHHBIX JJaH-
HbIX ObIJI CJIeJ1aH BbIBOJL O HAJIMUMHU Y NAllUeHTa CHH-
Jpoma ycuJeHHoro otBeta S-kosbouek. [Tocse mo-
CTaHOBKH janarHoza «CHHIPOM YCHJIEHHOTO OTBETa
S-konGouek» cucTeMHas Teparnus rJI0KOKOPTHKOCTe-
pouaMH ¥ HMMYyHOCyTIpeccaHTaMHu Obljla OTMeHeHa.
MKO3 npasoro u sesoro rnaza — 0,2. Ilepennuii
OTPE30K U IVIa3Hoe JHO 6e3 CYL1eCTBEeHHOH JMHAMUKH
B TeueHHe 6 MecsilieB HAOJIOEHHUSI.

[Ipn auanuze naHHBIX QJIOOPECUEHTHOH aH-
ruorpauy B MpeJACTAaBJEHHOM cJyudae o6palago
Ha cebsl BHUMaHHe HaJHuMe JHKeIKa (Jioopeciie-
MHA M3 PETHHAJBHOIO COCYJHCTOrO pycJa, He OIH-
CAHHOTO paHee MpPH CHHAPOME YCHJIEHHOTO OTBeTa
S-kon6ouek. OnHako nopoGHbIe H3MEHEHHS Ha (J1100-
PECLEHTHBIX aHTHOTpaMMax BCTpeyatoTCsl MpU CHH-
npome [onbamana — ®aspe [11, 12]. Cungpom [onb-
mMaHa — @aBpe — BpOKJIEHHAS] BUTPEOPETHHONATHS
C ayTOCOMHO-pEIIeCCHBHBIM THIIOM HACJ/eJI0BaHHs.
3aboJsieBaHue XapaKTepudyeTcsl reMepaJsionuei, Hs-
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Mpasbliit rna3 / Right eye

L[]

Nesblt rnas / Left eye
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Puc. 6. Onexrpoperunorpadus

Fig. 6. Electroretinography

MEHEHHSIMU [TUTMEHTHOTO SMUTENHs, MaKyJspHbIM
¥ TepudepruyecKiM peTHHOLIM3HCOM, 3ajiHeKarcy-
JISPHOH KaTapakToH, H3MEHEHWSIMH CTEKJIOBHJIHOTO
TeJla U U3MEHEHHON WJTM HEPETUCTPUPYEMOH 3JIEKTPO-
peTuHorpaduert; B HacTos1lee BpeMsi MHOTHE CIellt-
aJIMCTbl B 00J1aCTH HaCJeACTBEHHbIX 3aboJsieBaHUi
CeTYaTKH CXOASTCS BO MHEHHH, UTO cHHApPOM [oJbj-
maHa — DaBpe siBjisieTcst TSKEJOH POPMOI CHHAPO-
Ma ycuJeHHOTro oTBeTa S-konbouek [13, 14]. Ilpwu
9TOM, MO-BUIMMOMY, TSI?KECTb TeueHHs1 3a60J1eBaHUS
He CBsi3aHa ¢ 0(hTaJbMOCKOTIHYECKUMH H3MEHEHUSIMU
IJ1a3HOTO JIHA, TaK Kak y JAHHOTO MalleHTa 3TH U3-
MeHeHHUs! OblJII MUHUMAJbHBIMH.

HacTtopoXéHHOoCTb W TUIATebHbIH aHAJMU3 KJH-
HUYECKOH KapTHHBI W JOTOJHUTEJNbHBIX METOJ0B
MccseloBaHusl MO3BOJISIIOT MOCTABUTh MPaBUJbHbIN
JIMarHo3 y MalUUEeHTOB C peiKo BCTpevatolerics
natoJioruel. B cayyae HeksacCHUeCKOH KapTHHbBI

Crotonnyeckast 9Pl / Rod response

MakcumansHast 9P / Combined
rod-cone response

OcuunnsTopHble noTeHunans! /
Oscillatory potentials

MakcumanbHas OPT Ha sipkui
ctumyn / Dark-adapted 10.0 ERG

®otonnyeckas OPI / Cone response

BbicokouactotHas putMuyeckas
OPT Ha 30 Ty / 30 Hz flicker

S-konboukoeas API" / S-cone response

peTHHAJILHOTO BACKYJHTa W OTCYTCTBHS JIUHAMHUKH
Ha oHe AJIUTebHON CHCTEMHOH Tepannu rIoKOKop-
THUKOCTEPOUIAMH U UMMYHOCYTIpeCcCaHTaMU O Ta/b-
MOJIOT JI0JIKeH 0OpaTHTh BHHMaHHWe Ha TpaBHJIb-
HOCTb BbIOPAHHOH TAKTHKH BeJIEHHUS.

Kongaukm unmepecos omcymcemayem.
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