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Bospactnas makynspHas aerenepanus (BMJ]) — oaHa U3 OCHOBHBIX NMPUYUH TOTEPU 3PEHHUS Y
monei crapiie 50 ner. K 2040 roxy uncno cirygaeB BMJI mosket moctuub 288 MITH, B OyJET pacTu
M3-3a TOBBIIICHUS TPOAOKUTEIBHOCTH XKU3HU. HacnencrBeHHOCTh onpezenser 6onee 50% pucka
paszButust BM/I, uyTo nenaer nmouck reHeTUYeCKUX MapKepoB MEPCIEKTUBHBIM HAIIPaBICHUEM IS
co3nanus tapretHoil Tepanuu. Ilonmumopdusm rs4844620 rena CD46, perynupyromuil cuctemy
KOMILUIEMEHTAa, PACCMAaTPUBAECTCSl KaK MOTCHLMAIbHBIA MapKep pUCKa pa3BUTUS pPaHHEH CTaJuu
BM/I. Uens uccnenoBanus — u3ydeHue accoruanuu noinumopdusma rs4844620 rena CD 46 ¢
puckoMm paszsutusi BM/I.

Uccnenosanune nposeneno no pekomeraamusiMm STROBE u STREGA na 6aze MMHKI] um. C.II.
borkuna u ®I'BHY “HUUOIIT”. Briroueno 134 mauuenta ¢ BM/] (1narso3 no MexayHapoaHbIM
U POCCUHMCKMM KpuTepusiM) u 95 uenoBek ©0e3 0QTalIbMONATOIOTUH, ayTOMMMYHHBIX U
oHko3aboneBanuid. 13 rpynmst BMJL ObIIH HCKITIOYEHBI MAIUEHTHI C COMMYTCTBYIOIIUMH OCTPBIMH U
XpPOHUYECKUMH  TJIA3HBIMHM, aYTOUMMYHHBIMM ¥ OHKOJIOTUYECKUMH  3a00JIEBaHUSIMH.
['enHoTHnMpOBaHME OOpa3LOB MPOBOAMIOCH C MOMOIIBI0 pa3paboTanHoil TagMan-IILIP cucremsi.
Cratuctudeckast 00paboTKa MPOBOIMIACEH C UCTIOIH30BAaHMEM METO/Ia XH-KBaAparT.

[locne reHoTUNUpPOBaHUS B KOHTPOJBHOW Tpynme pacnpenenenune amienei (G=78,95%;
A=21,05%) coOTBETCTBOBAJIO TAKOBOMY B €BPOIIEHCKOM momysiiiuu ¢ paznudnem <1%. B rpymnme ¢
BM/J] wnabmromanuch 3HauMMble H3MEHEHHsS pacrhpeneneHus amneneid. I[lpu panueit dopme u
COUETaHWM paHHEeH/mo3aHel GopM B pa3HBIX Tia3zax - yactora amiens A gocrurana 28,57%, npu
paHHel ¢popme ¢ 000 1pyroil Ha BTopoM a3y - 27,42%, Bo Bcex rpymnmnax npu NpoMexyTOUHOM
craguu - menee 20%. Crar. ananu3 (p>0.05) He BBIABWJI 3HAYUMOU CBS3U ayuieliss A C paHHEH
craaueit BM/JI, uTo MOkeT 0OBSICHATHCS MallOil BBIOOPKOHA.

[TosmydyeHHBIE NaHHBIE YKa3bIBAlOT Ha BO3MOXKHYIO poiib 1s4844620 B martoreHese paHHEW CTaauu
BMJI d4epe3 mucperysdiui0 KOMIUIEMEHTa, NPUBOISAIIYI0 K TOBPEXKICHUIO ceTyaTku. Jid
MOJATBEPXKJIEHUSI PE3yJIbTaTOB HEOOXOAMMBI JallbHEHIINE MCCIEAOBAHUS C PpaCHIMPEHHOU

BBIOOPKOIA.
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Age-related macular degeneration (AMD) is one of the main causes of visual loss in the group of
people over 50 years. By 2040, the number of AMD cases may reach 288 million people, and will
increase because of increasing life expectancy. Over 50% of AMD's risk development is determined
by heredity, and that’s why the search for genetic markers is a promising direction for development
of target therapy. The rs4844620 SNP of CD46 gene, which regulates the complement system, is
considered as a potential risk marker for early-stage AMD. The aim of the study is a research of
rs4844620 SNP of CD46 gene association with the risk of AMD development.

The study was conducted according to the recommendations of STROBE and STREGA on the basis
of the Botkin Moscow State Medical University and the Institute of General Pathology and
Pathophysiology. 134 patients with AMD (diagnosis according to international and Russian criteria)
and 95 people without ophthalmopathology, autoimmune and oncological diseases were included.
Patients with concomitant acute and chronic ocular, autoimmune, and oncological diseases were
excluded from the AMD group. The samples were genotyped using the developed TagMan-PCR
system. Statistical processing was carried out using the chi-square method.

After genotyping the control group, allele distribution (G = 78,95%; A = 21,05%) corresponded
with such in the European population with <1% difference. The AMD case group had significant
changes of alleles distribution. In a group with an early form and a combination of early/late forms
in different eyes, the frequency of the A allele reached 28,57%; with an early form and any other in
the second eye - 27,42%; in all groups with an intermediate stage - less than 20%. Statistical
analysis (p>0.05) didn’t reveal a significant association of the A allele with the early stage of AMD,
which may be explained by the small number of patients in the case group.

The data obtained indicate a possible role of rs4844620 in the pathogenesis of early-stage AMD
through complement dysregulation leading to retinal damage. Further studies with an expanded case

group are needed to confirm the results.
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