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Pesiome

Lenb: onncaTb KNMHMYECKUIA CRyYal axpomMaToncum ¢ MyTa-
umein B reHe CNGB3 ¢ MONeKyNsipHO-reHeTMYeckom Bepudukaum-
en anarHosa.

Martepuansl u meToabl. O6cnefoBaHa NaLMeHTka ¢ peakmm
HacneacTBeHHbIM 3ab0fieBaHMEM CETHYaTKM — axpoMaTorncuei.
Pervnctpuposanu MmakcMmMasbHy0 31eKTPOPETUHOrPaMMY, PUTMU-
yeckyto anektTpopeTnuHorpammy Ha 30 'L, 1 MakynsipHytO 91eKTpo-
peTuHorpamMmmy Ha anektpopetuHorpadpe MBH (Poccus).

Pe3ynbTaThl. lNauveHTka Habnoganacb Hamu B TeYeHne
10 net ¢ xanobamu Ha cBeTO06OSI3Hb, HApPYLUEHWE LBETOOLLYLLe-
HUSI 1 HU3KYIO OCTPOTY 3peHusi. OcTpoTa 3peHust ¢ Koppekumen
coctaBuna 0,1 Ha oboux rnaszax. OGHapyXeHbl rpyboe HapyLle-
HUe uBeTooLLyLeHns no Tabnuuam PabkuHa, BblpaxeHHas cBe-
TOOOS3Hb, KPYNHOPA3MaLLUCTLIN MasTHUKOOOPA3HbIA HUCTarwm.
Bblcoko4YacToTHas 3neKTPOpeTMHOrpaMma Ha Menbkawowmii ¢
yactoTtoin 30 Iy cTMmyn Oblia HEePEerucTpUpYOLLAsCcs, YTO CBU-
[EeTENbCTBOBANO O MOSIHOM OTCYTCTBUM (YHKLMN KOSIBOYKOBOW
cUCTEMbI CeTHaTkn. MakynspHas XpomaTuyeckas SNneKkTpopeTu-
HOrpaMma Ha KpacHbI, 3efIeHblii U CUHWIA CTUMYSbI Bbina Hepe-
rMCTPUPYIOLLAACS, YTO CBUAETENLCTBYET 006 OTCYTCTBUM DYHKLMN
BCEX CMeKTpasibHbIX BUAOB Konbo4yek. KonboykoBO-nanoykoBblit
OTBET HAXOAMCS HA HUXHEWN rpaHuLe HOPMbl U UMen KOHPUry-
paumnio CKOTOMUYECKOM 3NeKTPOPETMHOrPaMMbl, YTO yKasblBano
Ha COXPaHHOCTb NanoyYKOBbIX KOMIMOHEHTOB 3/1EKTPOPETUHOMPaM-
Mbl. MaumeHTke 6bl1 NOCTaBMEH AMAarH03 axpoMaTorncust, KOTOPbIi
Obi noaTeepxaeH yepes 10 net HabnoaeHus. BoiaBneHa paHee
onucaHHas retepo3urotHas mytaums B 10-m ak3oHe reHa CNGB3
(chr8:87656008AG>A, rs397515360), npuBogsawas K CABU-
ry pamku cuymtbiBaHusi, HaumHas ¢ 383-ro kopoHa (p.Thr383fs,
NM_019098.4). MyTtaumsa onucaHa B KOMMAyHA-reTepo3uroTt-
Holi popme ¢ myTtaumeinn ¢.819 826delCAGACTCC (p.Pro273fs,
NM_019098.4) y naumeHTOoB C axpomatoncuen, Tun 3 (OMIM:
605080#0002).

3aknoyeHue. ITMoNaToreHeTUYecknin noaxond Mo3BonsA-
€T NPOBOAUTbL KOPPEKTHYIO ANArHOCTUKY axpomaroncum (6uon.:
4 ncr.).

KnioueBble cnoBa: axpomaroncus, CNGB3, anekTpopeTu-
Horpadus.

Cratbs noctynuna B pegakumio 22.06.2018r.

Summary

Objective: to describe a clinical case of achrtomatopsia
with mutation in CNGB3 with molecular genetic verification of the
diagnosis.

Materials and methods. A patient with a rare here ditary
retinal disease —achromatopsia was examined. Maximal
electroretinogram, electroretinogram to 30 Hz flicker and macular
electroretinogram were registered with electroretinograph MBN
(Russia).

Results. The patient was followed up for 10 with complaints
on photophopsia, color vision disturbances and low visual acuity.
Best corrected visual acuity was 20/2000U. Severe color vision
disturbance was revealed using Rabkin color vision plates. Severe
photophobia, and amplitude pendel nystagmus was present.
Nonrecordable 30 Hz flicker proved the lackofcone system
function macular electroretinogram to red, green and blue stimulus
was alsonon recordable which witnessed the lack of function of all
cone types. Cone-rodresponse was of low norm value sandhad
a configuration of scotopic electroretinogram, which showed
the presence of rod components. Diagnosis «achrtomatopsia»
was stated. It was verified after 10 year soffollow-up. Describe
dear lierhet gerozy goes mutation in 101" ezone of CNGB3 gene
(chr8:87656008AG>A, rs397515360), leading to the frame
shift starting from 383 cod one (p.Thr383fs, NM_019098.4).
Mutation was describes as compound heterozygote with mutation
¢.819_826delCAGACTCC (p.Pro273fs, NM_019098.4) in patients
with cachtomatopsia, type3 (OMIM: 605080#0002).

Conclusion. Etiopathogenetic approach in the diagnostics
ofachromatopsia allows correct diagnosis, prevention and
developing of new treatment methods considering ethiological
factor (bibliography: 4 refs).
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BASIC RESEARCH

Axpomaroncusa — peaKoe HacnefCcTBeHHoe 3a60-
neBaHue, oTHocAleeca K AUCOYHKLMAM KONOGOYKOBOW
cuctembl. OHa MMeeT ayTOCOMHO-PeLeCCBHBIA TWM
HacnepoBaHusA. YacToTa ee BCTpeyaemMoCTy COCTaBNsA-
et 1:30000 [1-3].

MprynHON BO3HUKHOBEHNA aXxpOMaTONCUM ABNA-
I0TCA reTepo3UroTHbIe UM KOMMAyHA-reTepo3nroT-
Hble MyTauun B OQHOM U3 TPEX FreHOB, KoaupyoLe
6enku, KoTopble 3KCNPEeCCMPYTCA UCKTIOYMUTENIbHO
B KonboukoBbix doTopelentopax. K HUM OTHOCAT
reH KolboYKOBOro TpaHCAyUMHa W TreHbl cyobepu-
HUL KonboukoBoro urM®-3aBNCUMOro MOHHOIO Ka-
Hana: a-cy6bveauHuubl (CNGA3) n B-cybbeauHuubl
(CNGB3). B pesynbtate ¢yHKUMA Mopdonormyecku
COXPaHHbIX KPaCHO-, 3eJ/1IeHO- Y CUHEYYBCTBUTENbHbIX
Konbouek oTcyTcTByeT. HopmanbHo GyHKUMOHMPYIO-
LMe nanoyky obecneymBatT OCTPOTY 3peHuns He 6o-
nee 0,1 [1-3].

Mbl npeacTaBnaem KINMHUYECKWIA Crlyvain axpoma-
TOMCWKN Yy AEBOYKM, KOTOPYIO Mbl Habnodanu B guHa-
MuKe B TeyeHne nepuoga c 2004 no 2017r.

B 2004 r. 8 ®I'bY MHWUW l'enbmronbua obpatunach
MaTb [eBOYKM B Bo3pacTe 6 neT. OHa oTmMeuana y pe-
6eHKa CBeTOOOA3Hb, HapylUeHVEe LBETOOLLYLIEeHN A,
a TaKXKe HU3KYI OCTPOTY 3peHMS, BbIABJIEHHYIO B NO-
NIMKIIVIHMKE MO MECTY XWTeNbCTBA, rAe Obl NocTaBNeH
[narHo3 guctpodus ceTyaTku.

Mpy nepBUYHOM OCMOTpE YCTAaHOBMEHO, YTO
OCTpOTa 3peHus c koppekuuein coctasuna 0,1 Ha 060-
ux rnasax. O6HapyxeHbl rpyboe HapylleHue LBeTo-
ooLyLeHus Mo Tabnuuam PabkrHa, BbipaXKeHHas cBe-
TO00A3Hb, KPYNMHOPA3MaLLMCTbI MasiTHUKOOOPA3HbIN
HMCTarm.

Mpwn peructpaumn snekTpopeTmHorpammbl (IPT)
BbliBNEHa OTCYTCTBYIOLWAA BblcOKoYacToTHaa SPI Ha
MenbKawowmun ¢ yactoton 30 Ny ctumyn, yto cBUae-
TENbCTBOBANIO O MOJIHOM OTCYTCTBUM GYHKUMU KO-
60YKOBOW CUCTEMBI ceTYaTKN. MakynAapHasa xpomaTtu-
yeckana JPl Ha KpacHbIi, 3efeHbln U CUHWIA CTUMYIbI
Oblla HepPEerncTPUpPYLLAACA, UTO CBUAETENbCTBYET 06
OTCYTCTBUUN OYHKLMM BCEX CMeKTPanbHbIX BUAOB KOJ-
6ouekK. KonbouyKoBOo-nano4yKoBblli OTBET HAXOAWICA Ha
HWXKHEW rpaHuLe HOPMbI 1 UMeNT KOHOUIypaLuuio CKo-
Tonnyeckon JPl, yTo yKa3biBano Ha COXPaHHOCTb Na-
JIOUYKOBbIX KOMMNOHeHTOoB DPT. MNauneHTKe Obi NoCcTaB-
neH fmarHos Konboukosasa ANCOYHKLMA U Ha3HauveHa
onTMYecKas KoppeKLmsa C KOpUUYHeBbIMU CBeTObUIIb-
TPamy, UYTO 3HAUUTESIbHO YMEHbLUANIO CBETOOOSA3Hb.
Mpu HabnaeHUN 4EBOYKM B JUHAMUKE OCTPOTA 3pe-
HUA C KOpPeKLMen He CHMKanacb, CBETOO0s3Hb 1 aM-
NAMTYAa HACTarMa yMmeHbLUanm1Ch.

bnarofjapa wcnonb3oBaHWIO MeTofa CMeKT-
panbHOW onTMYecKon Tomorpadum y naumeHTKu

BblAB/IEHbI CUMMETPUYHOE OTCYTCTBME doBeonap-
HOro yrnyoneHus, weneBupHbln AedekT B cjoe
Henpoanutenna cybdpoBeanbHO U HannMume BCeEX
CNoeB ceTyaTKW, BKIOYAA BHYTPEHHUN AJepHbIN
cnon (bunonspHble KNeTKM) U CNOW TaHMINO3HbIX
KNeToK.

AxpomaTtoncma y [HAaHHOW MNauueHTKM MOATBep-
XKOEeHa  MONEKYNAPHO-TEHETMYECKMMU  MeTofamMu
nccnepoBaHuA. BbiiBneHa paHee onucaHHaA rete-
po3urotHaa myTtauma B 10-m 3k30He reHa CNGB3
(chr8:87656008AG>A, rs397515360), npuBoAALLan
K COBWTY paMKWM CUMTbIBaHWA, HauMHaa ¢ 383-ro Ko-
goHa (p.Thr383fs, NM_019098.4). MyTauua onwuca-
Ha B KOMMayHA-reTepo3nrotHon dopme C MyTaumen
€.819_826delCAGACTCC (p.Pro273fs, NM_019098.4)
y naumeHToB C axpomartoncuen, Tun 3 (OMIM:
605080#0002). YacToTa MyTaumm B KOHTPOSIbHON Bbl-
60opke EXAC coctanseT 0.1852% (224 myTaHTHOW an-
nenn cpean 120 952 xpomocom, B ToM uncne 1 romosun-
rota). o COBOKYNHOCTN CBEAEHUIA MyTauuio cliegyeT
pacLeHMBaTb Kak MaTOreHHyto.

B Ttom ke reHe CNGB3 BbifiBneHa paHee onwu-
CaHHaA reTepo3nroTHad MyTauma B 6-M 3K30He
(chr8:87679178TGGAGTCTG>T, rs775796581), npu-
BOAALWAA K CABUTY pPaMKM CYUTbIBAHWUA, HauyMHasA
¢ 273-ro kogoHa (p.Pro273fs, NM_019098.4). MyTa-
LUMA onmcaHa B KOMMayHA-reTepo3vroTHon d¢opme
¢ myTauven c.1148delC (p.Thr383fs, NM_019098.4)
y naumeHToB ¢ axpomartoncuen, tun 3 (OMIM:
605080#0003). YacToTa MyTaumMm B KOHTPOJSIbHON Bbl-
60pke ExAC0.0033%. Mo cOBOKYNMHOCTU CBELEHUI MY-
TaUMIo CriepyeT pacLeHnBaTb Kak MNaTtoreHHyt. Mimew-
HO Tak1Mm 06pa3om flaHHasA KOMMNayH-reTepo3nroTHas
MyTauuA onncaHa B nuTepaTtype.

B HacToAwee BpeMA NpoBOAATCA KNMHUYECKNE
nccnefoBaHMA NevyeHna axpomaToncmm € MyTauu-
en B reHe CNGB: «[eHHaAa Tepanua axpomartoncum
CNGB3» (NCT03001310); «AnutenbHoe HabnogeHne
no a¢deKkTy reHHon Tepanum axpomaTtoncm CNGB3»
(NCT03278873) n «MccnepoBaHmne 6e30MacHOCTA ©
3P PEKTUBHOCTU FTeHHOW Tepanuu C NCNob30BaHU-
€M aJleHoaCCoLUMPOBaAHHOIO BMpYyca Y NaunmeHToB
c axpomatoncumenn CNGB3» (NCT02599922) [4]. Mo-
NOXUTENbHbIE pe3ynbTaTbl FT€HHOW Tepanuu, nme-
Iowrecsa B KIMHNUYECKNX UCceqoBaHUAX, NO3BONA-
0T HafleATbCA Ha KOPPEKUMIo 3peHnsa y 60MbHbIX C
axpomaTtoncuen.

3AKJTIOYEHUE

DTMonaToreHeTMUYeCKnin Noaxoqd Mo3BOMseT Npo-
BOAWTb KOPPEKTHYI0 ANArHOCTUKY axpOMATONChm.
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