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The purpose of this study is to determine the genetic
association and compare the distribution of ABCA4 gene
variants in patients with various inherited retinal dystrophies,
including autosomal recessive cone-rod dystrophy (AR-
CRD) autosomal recessive retinitis pigmentosa (AR-RP)
in the South Indian cohorts. This study included nineteen
probands, ophthalmic examination of all the probands were
carefully evaluated by the Paediatric Ophthalmologist.
Eleven of the nineteen probands had the clinical phenotype
of AR-CRD, eight showed AR-RP-like clinical phenotype.
Genomic DNA was extracted from their peripheral blood,
the exon and intronic boundaries of the ABCA4 gene
were screened using the Sanger sequencing to identify the
genetic association of these two retinal dystrophies. Sanger
sequencing results revealed that only 18 % (2/11) of AR-
CRD probands had disease-causing ABCA4 mutations, while
the remaining 9 AR-CRD, 8 AR-RP were negative for the
pathogenic variant associated with ABCA4. Furthermore,
this study identified 18 common SNPs of the ABCA4 (2
missense, 3 synonymous, 13 intronic variants) and found
them associated with AR-CRD and AR-RP probands. This
is the first study to show that two missense variants in
the ABCA4 (c.302T>C, c.13194>G) are associated with
AR-CRD probands and two rare NNCS variants (c.3191-
10G>T, ¢.3814-5G>A) associated with AR-RP patients
from the South Indian population.
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3B’30K MLX BAPIAHTAMU I'EHY ABCA4 Y
TMAUIEHTIB I3 NIBAEHHOI IHAIT

3 AYTOCOMHO-PELHECMBHOIO
JAUCTPO®IEIO KOJBOYOK I ITAJTMYOK 1
MNI'MEHTHOIO ANCTPO®IEIO CITKIBKM

Mera 1uboro AOCHiIXEHHS Mojidraia y BU3HAYEHHI re-
HETUYHOTO 3B’3KYy Ta MOPiBHSHHI PO3MOBCIOIXKEHHS
BapiaHTiB reHy ABCA4 cepen mNauli€eHTiB i3 pi3HUMU
CMAJKOBUMU IUCTPO(DisIMU CITKIBKM, 30Kpema ayTo-
COMHO-PELIECUBHOIO TUCTPO(i€I0 KOJIOOUYOK i MaTUIOK
(AR-CRD) Ta ayTOCOMHO-pElLEeCHMBHOIO MirMEHTHOIO
IUCTpO(i€ro CITKIBKM y KOTOpTax i3 MiBAEHHOI [HAil.
Y 1upoMy nmociimkeHHi OyJ0 BUKOPHUCTAHO JIeB’STHAJI-
LSATh MpOoOaHiB, OPTATbMOJOTIYHUI OIJISA yCiX Tpo-
O0aHIiB OyB pETEeJIbHO OLIHEHUN TUTIUYUM OdTaIb-
mosioroM. OmuHAAUSTh i3 AeB’ATHAOLSATH IIPOOAHIIB
Manu KiiHiyHuil ¢enHotun AR-CRD, BiciM mokazanu
AR-RP-nonioHuit kiniHiyauit penorun. 'enHomuy JJHK
BWIYYaQJIU 3 iXHbOI NepudepuyHoi KpoBi, eK30HHO-1H-
TpOHHI KopaoHUu reHa ABCA4 niepeBipsuin 3a JOTIOMO-
roo cekBeHyBaHHSI T0 CeHrepy I BCTaHOBJICHHS
TEHETMYHOTO 3B’3KYy MiXK LIMMU JBOMa PETMHAIBHUMU
nuctpodisimu. Pesynbratu cekBeHyBaHHs 1Mo CeHrepy
npomeMoHCcTpyBanu, 1o auine 18 % (2/11) 3 mpobaH-
niB AR-CRD manu xBopo6otBopHi mytauii ABCA4, a
inmi 9 AR-CRD, 8 AR-RP manu HeraTuBHMII pe3yiib-
TaT CTOCOBHO TIATOT€HHOTO BapiaHTy, MOB’SI3aHOTO 3
ABCA4. Binblie Toro, y moCmimKeHHi 0yj10 BU3HauYeHo 18
3BUYAMHUX OJHOHYKJICOTUIHMX TosimMopdizmiB (SNP)
ABCA4 (2 micceHcu, 3 cMHOHIMIYHI, 13 iHTpOHHUX Ba-
piaHTiB) i BUSIBJIEHO iXHiii 3B’5130K 3 mpobaHaamu AR-
CRD T1a AR-RP. lle mepiie mociimKeHHs, SIKE IIPO-
NIEMOHCTpYBaJIO, 110 JBa MicCeHCHi BapiaHTu B ABCA4
(c.302T>C, ¢.1319A>G) noB’sa3aHi 3 ipobanmamu AR-
CRD i gBa pinkicHi Bapiantu NNCS (¢.3191-10G>T,
¢.3814-5G>A) nop’s3ani 3 AR-RP nauientamu 3 miB-
neHHoi IHmii.

Karouoei caoea: ABCA4, AR-CRD, AR-RP, inTpoHHi
BapiaHTu, Alamut visual (v.1.1, Biointeractive Software,
France), niBneHHOIHIiliCbKa KOropTa.
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