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HacnencTeeHHble 3a6oneBaHusa cetyatku (H3C) npeacTaBnsioT coboii knacc oGpTanbMoNornyeckrix 6onesHei, B KOTOPOM BbiAeNA0T
3a60neBaHuA C NPeNMyLLeCTBEHHBIM NMOPAXKEHNEM MaJIOUKOBOW CUCTEMbI 11 3a00/1EBAHUSA C MPEVMYLLIECTBEHHBIM MOPaXKeHeM Ko-
6OUYKOBOW CUCTEMDI, BKIIOUAIOLLME MaKyNspHble AUCTpodun. B npeactaBneHHOM coobLLeHn onmrcaHa CTpyKTypa cnektpa H3C B
KIIMHUYECKM NOANMOPPHON BbIOGOPKE Ha OCHOBAHWM AaHHbIX KIIMHNYECKNX, UHCTPYMEHTaNbHBIX (ONTUYECKOW KOrePeHTHOM TOMO-
rpaduu, aytopnioopecLeHLnm, SNeKTpopeTrHorpadrm) 1 MoneKynspHO-reHeTMYeCcKx MeTofoB aAnarHoctuky (NGS, cekBeHrpo-

BaHuve no CaHrepy).
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Inherited retinal disease (IRD) is a class of ophthalmic disorders in which can be classified into diseases of primarily of rod system and
with primarily of cone system, which include macular dystrophies. In the presented report the structure of spectrum of IRD in clinically
polymorphic is presented on the base of clinical, molecular-genetics and instrumental (OCT, autofluorescence, eletroretinography).
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aciencTBeHHBIe 3a0oneBanus cetyatku (H3C)
TIPECTABIISIOT COO0I Kitacc oTaTbMOIOTMIECKHX
0oJie3Hel, B KOTOPOM BBIAGISIIOT 3a001€BaHUs €
MPEUMYIIECTBEHHBIM TTOpakeHUEM TTAJIOUKOBOM CUCTEMBI
1 3a00JIeBaHUS C IPEUMYIIECTBEHHBIM TTOPaXKeHNEM KOJT-
OGOYKOBOI CCTEMBI, BKIIOYAIOIINE MaKYJISIPHBIC TUCTPO-

¢um. Hanbonee vacteim H3C gBiseTcss MUTMEHTHBIN pe-
tuaut (ITP) pacmpocTpaHeHHOCTh KOTOPOTO COCTABIISICT
1:4000 [1]. HacuuThiBaeTcs 1,5 MITH 4eI0BEK B MUPE, OOJTb-
Huix [TP. HanbGosee yacToit MakyasipHOI TUCTpOdUE IB-
nsetcsa 6ome3np Illtaprapara, paciipocTpaHeHHOCTh KO-
Topoii coctasiseT 1:10000 [2].
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MaTepvlan n metoabl

[Ipoananmm3upoBaHa rpymnmna mamueHToB (N=230)
¢ H3C. IIpobanmam mmpoBeaeHBI KOMIUIEKCHOE 00CIeno-
BaHNe, BKJIIOUABIIee KIMHUUECKUE (0(PTaTbMOCKOITHS,
OMOMMKPOCKOITHNS, BU30METPHST), MHCTPYMEHTAIbHBIE (OTI-
Thyeckasi KorepeHTHast Tomorpacdus (OKT), ayrodmroo-
peclLIeHIINs TJIa3HOTO JHA, 3JiekTpopeTuHorpacdus (DPT
HEKOTOPbIM — CKaHHUpYIOLLas Ja3epHasi 0TaibMOCKO-
nus (SLO), reHeanmornaeckoe M MOJICKYISIPHO-TeHETH -
yeckre (NGS, mpsimoe cekBeHUpoBaHMe 1o CaHTepy,
MLPA) uccnenoBaHusI.

Pesynbratbl

Makynogucrpodus cocrasuia 34,7% ot scex H3C.
H3C ¢ npeumyIiiecTBEeHHBIM TTOpaskeHUEM MaJIOUYKOBOM
cuctemsl (ITP, xopounepemust) — 26,8%. H3C ¢ npeumy-
LIECTBEHHBIM IIOPaKeHUEM KOJI00YKOBOI cricTeMbl — 20%.
B 18,5% ciy4aeB 3aperucTpupOBaHbl pa3IMYHbIC BapyUaH-
THI a0noTpodun ceTdaTk. CaMbIMU YaCTHIMU B 0OCIEIO-
BaHHOI BbIOOpKE ObLIv MyTauuu B reHax ABCA4 (35%),
RPGR (17%), PRP2 (13%), BESTI (11%), USH2A4 (9%)
(ITP u cunapom Amepa), RHO (5%), CHM (5%), RS1
(5%). Ipu cunapome PaBpe-I'oabIMaHa BbISIBIEHBI MY-
tanuu B reHe NR2E3. Takum obpazom ABCA4-accoumm-
poBaHHasI TTaTOJIOTHSI, a UMeHHO 00Je3Hb [llTaprapara,
B JAaHHOM MCCJICIOBAaHUM BCTPETHIIACh HAaOOJIee 9acTo.

Taxkue metonnl Kak OKT, ayTodoopeciieHIIns T1a3-
HOTO ITHa, 31ekTpopetruHorpadus (DPI') aBissiorcs Baxk-
HBIMU U TpeOyroTcs myst nuaraoctuku H3C.

DnekTpopeTnHOrpadus Mmo3poisgeT 1uddepeHIInpo-
BaTh 3a00JICBAHUS C IIPEUMYIIICCTBEHHBIM OPaXXCHUEM
nanoukoBoro (ITP) nnu KkonmboukoBoro amnmapaTa ceTdaT-
K1 (MaKkyJI0auCcTpoi, KOJTOOUKOBasI U KOJIOOUKOBO-TIa-
JIOYKOBASI IeTCHepaIus).

I1pu 6one3nu llltaprapara cHUXEHHasT UKW OTCYT-
CTBYIOIIAsT ayTOMIIIOOpECIICHIINS B (hoBea COIPOBOXKIA-
eTCSI MEJIKUMU IISITHUCTBIMUA OYaraMiy CHIDKCHHOM ay-
TODITIOOPECIICHITNH 32 ¢ TIpeIeIaM1, YKa3bIBast Ha (hOKY-

cbl auchyHkuuu unu arpoun PI1D, a Takke ouaxkkaMu
ycuiieHus ayToduioopeclieHINH (Turep@aroopecieHLIMs ).

ITpusHaku nereHepaiuu ceryaTku no gaHHbIM OKT,
B TOM YUCJIE OTCYTCTBYIOIIAsT UJIW TIPEPBIBUCTAs TUHUS
COWIEHEHMSI HAapYXHBIX M BHYTPEHHUX CETMEHTOB (2JUTUTI-
COUJHAS 30HA) SIBJISIIOTCS OTPakKeHUEM NereHepaTUBHbIX
M3MEHEHUI B HAPYKHBIX CJIOSIX CETYATKU U OTCYTCTBYIOT
B ¢hoBea npu 6os1e3Hu Ltaprapara u mpucyTCTBYIOT NPU
ITP. Kucro3nsbiit MakyasipHbiii otek (KMO) BbIsIBsIET-
cs B psine ciaydyaeB npu T1P.

OcnabneHue ayTo0OpecleHIIMN YKa3blBaeT Ha CHU-
>KeHUe (PYHKIIMU PeTUHAIBHOTO MMTMEHTHOTO SITUTEIHS
(PII®) unum ero atpoduto u npu [P pacripoctpaHsiercs
oT nepudepun K HEHTPY. Y cuieHue ayTohIroopecieHIIuN
yKa3bIBaeT Ha HakorieHue gyopodopos u rpu [1P nume-
eT BUJ KoJjblia PobcoHa-Xonaepa BoKpyr posea.

ITpu penkoii dopme H3C — GenoToueyHoM Iiia3HOM
nHe (fundus albipunctatus) BbISIBJ€Hbl MyTallUM B T€HE
RDHYS, onHa 13 NaTOJIOTUYECKUX HYKJICOTUIHBIX MOCe-
JIOBaTeJIbHOCTE! BhISIBJIEHA BIIEPBHIE.

[Tpu MyTanusix B OTHOM T'eHe BO3MOXHBI Pa3IUIHBIC
KJIMHWYECKUE TIPOSIBJICHUSI, @ MYTAallMM B pa3HbIX TeHaX
MOTYT IPUBOJIUTH K OMHOMY (DEHOTHUITY.

Takum obpazom, KOMILIEKC OPTaTbMOJIOTUYECKOTO,
WHCTPYMEHTAJILHOTO 1 MOJIEKYJISIPHO-TE€HETUYECKOTO UC-
CJIeOBaHUI MTO3BOIWIN U3YYUTh KIMHUYECKUIA TTOJTUMOP-
(hr3M reHeTUYEeCKU reTepOreHHOM IpymIibl 3a00JeBaHUI
3a[IHEro OTpe3Ka I1a3a, yCTAHOBUTbh MaXKOPHbIE TeHbI-KaH-
MUIATHI 17151 JAHHBIX 3a00JIeBaHUIA U ONPEaeTUTh Haubo-
Jiee yacTble Hozojiorndeckue hopmel (6ose3Hb Ll taprapn-
Ta, MUTMEHTHAs IereHepaius ceTyatku). B cBoto ouepenb
9TO MO3BOJIUT pa3padoTaTh AUArHOCTUYECKUIA aJITOPUTM
IIJIS1 MTAMEHTOB C HACAEACTBEHHBIMU OOJIE3HSIMU CeTYaT-
KU ¥ XOPOMIIEU.
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