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HEBCKWE
FrOPNM30OHTDLbI

19-20 anpens 2024

BpoxaeHHaa axpomartoncus
(ACHM, nano4koBbin MOHOXPOMAaTU3M)
- peAKoe reHeTu4yeckoe 3aboneBaHue, XxapakTepusyrouieecs
Kornbo4ykoBon AncyHKUmnen

Tun HacneaoBaHUA: ayTOCOMHO-pPeLLeCCUBHbIN
[MpnynHa 3aboneBaHun: mytaumm B reHe CNGB3 (40-50%), CNGA3
(25%)

Hirji N. et al. Achromatopsia: clinical features, molecular genetics, animal models and therapeutic options. Ophthalmic Genet. 2018; 39:149-57.

Abeijon Martinez S. A Review of Achromatopsia. Trends in Ophthalmology Open Access Journal. 2020;3(1):222-236.

Brunetti-Pierri R. et al. Clinical and molecular characterization of achromatopsia patients: a longitudinal study. International journal of molecular sciences. 2021;22(4):1681.
Solaki, M. et al. Comprehensive variant spectrum of the CNGA3 gene in patients affected by achromatopsia. Human Mutation. 2022; 43:832-858.
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HEBCKWE
FrOPNM3OHTDLI

19-20 anpens 2024

OMIM Homep:

« *605080 (CNGB3 reH), #262300 (AxpomaTtoncusa 3; ACHM3)
* *600053 (CNGA3 reH), #216900 (AxpomaTtoncus 2; ACHM?2)

UacTtoTa BcTpedaemocTun 3abonesaHuns B nonynaunu 1:30000 (Francois, J,
1961). Heredity in ophthalmology

MpnbnnantenbHo 5000 yenosek B Poccun, 10000 yenosek B CHI, 250000 4enosek
BO BCEM MUPE HE MMEIOT LIBETHOIO 3pEHUS

XapakTepusyeTcst NoSIHOM HECMOCOOHOCTLIO BOCMPUHUMATL LiBETA, HU3KOM OCTPOTOM
3peHuns, HUCTarmom, dootoamcopren B yCrioBUAX QHEBHOW OCBELLEHHOCTU

KnuHunyeckoe obcnenoBaHme BbIABASET YMEPEHHYI0 rTnnornna3nio Makyrsibl, 04HaKO

nokaszanusa OP[ 1 TecTbl BbIABASAIOT OTCYTCTBME CUIHAlla Ha CBET, Npn4yem
CKOTOoMNnn4yeckKkmne (B TEMHOM I'IOMeLLI,eHI/Il/I) OTBETbl COXPaHEHbI

H.B. CyxaHoBa, C.W. PbiuKoBa, B.I. J/inxsaHuesa, P.1. CaHgnmunpos, P.A. 3nH4YeHKo, HeBcKkMe ropnsoHTbl 2024
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NUODEPEHLIMATIbHASI IMATHOCTUKA

- YacTu4yHasa atpoduna 3puUTeNbLHOro HepBea
- amaBpo3 Jlebepa

- ra3sHoOM anbOUHN3M

H.B. CyxaHoBa, C.W. PbiuKoBa, B.I. J/inxsaHuesa, P.1. CaHgnmunpos, P.A. 3nH4YeHKo, HeBcKkMe ropnsoHTbl 2024 4



B andpdpepeHumanbHoOM AMAarHOCTUKE axpomaToncum
HEBCKUE bonblioe 3HaYEeHNE UMEET NCCNeaoBaHME LLIBETOBOMO 3peHun

FTOPU3OHTDLI

19-20 anpens 2024

B cBAAI3N C HAANYMEM BblPaAXKEHHbIX HAPYLLUEHNIN LBETOBOCMNPUATUSA
MCNONIb3YIOT Pa3/INYHble MEeTOoAbl UCC/IeA0BAHUA LUBETOBOIO 3PEHUA:

* noAnxpomartuuecKkue t1abnuupbl (Ishihara-test n ero ananoru, Neitz-test)
* naHenbHble TecTbl (15-, 32- n 100-o1TeHOYHbIE TecTbl PaHCcBOpPTA)

* dHOMaNOCKOoNuA

doto u3 NHTepHer

H.B. CyxaHoBa, C.W. PbiuKoBa, B.I. J/inxsaHuesa, P.1. CaHgnmunpos, P.A. 3nH4YeHKo, HeBcKkMe ropnsoHTbl 2024 5



LIEJIb

oueHKa 3ddHEKTUBHOCTU HOBOIO criocoba BbISIBIIEHUA aXpoMaTOrnCcum

\ MmN MmN ™ M A mYT™ |~ ~~ -~ ~ -~
o 3o pp - o >
.@ VUL NSNS N Ot W e Nt et Nt H.B. CyxaHoBa, C.W. PbiukoBa, B.I. JluxsaHuesa, P.N. CaHaumupos, P.A. 3uHYeHKo, HeBckue ropnsoHTbl 2024 6



MATEPUAIIbI W METObI

HEBCKWE
FrOPNM30OHTDLbI

19-20 anpens 2024

« 20 nauMeHTOB C BPOXAEHHOU axpomMaTorncueu

N3 Hnx 19 geten (12 manednkoB n 7 geso4yek) B Bo3pacte ot 4 go 17 net (B cpegHem 8,412) n
O4WH B3pocrnbiv nauueHT 25 ner. o pesynsratamMm reHETUYECKOro UccriegoBaHnUsa 0bHapyXeHbl
myTauun B reHe CNGB3 y 16 (80%) nauneHTtoB n B reHe CNGA3 y 4 (20%) nauneHToB

« [pynna KOHTPONA NauMeHTOB C YaCTUYHOU aTpodumen 3putenbHoro Hepsa (HA3H)
Bkntovana 20 mane4unkoB n 14 gpesoyek B Bo3pacte oT 7 o 20 (B cpegHem 13,5+0,4) net u
TpeX B3pocCnbiX NnaumeHToB B Bo3pacTte 20 ner

* pynna nauMeHToOB C rMa3o-KOXHbIM anbOVMHU3IMOM BKItoYana 5 Manb4YMKoB B BO3pacTe
oT 12 po 17 net

« 'pynna KkoHTponsa 6e3 ochTanbmonartonormuu skntovana 30 geten (14 pesoyvek n 16
Manb4MKoB) B Bo3pacTte oT 4 oo 17 (B cpeagHem 9,5 + 2,3) neT 1 10 B3pocnbIX (5 KEHLWUH U S
MY>X4MH) B Bo3pacTe oT 18 go 27 (B cpeaHem 22,1 £ 1,7) net

H.B. CyxaHoBa, C.W. Pbiukosa, B.I. J/luxsaHuesa, P.U. CaHanmunpos, P.A. 3uH4YeHKo, HeBckue ropusoHTsl 2024
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MATEPWUAIIbI W METObI

HEBCKWE
FrOPNM30OHTDLbI

19-20 anpens 2024

CtaHgapTtHoe odpTanbMoriormyeckoe obcrnegqoBaHue BCEX YH4aCTHUKOB
9KCrepumMeHTa BKo4ano:

* onpegerneHne oCTPOTbl 3peHUS
* pedpakTOMETPUS

nccneagoBaHue Noren 3peHns
e odpoTanbmMocKkonus

OuUeHKa UBETOBOBOCMPUATUA MO KIaCCUYHECKUM NOJTMXPOMaTUHECKNM Tabnuuam

C uenbio NnpoBeAeHUA CPaBHUTESILHOIO aHann3a BOCNPUATUA APKOCTU
XpPOMaTUYECKNX N aXpoOMaTUNYECKNX N300paKeHUU naLlmneHTamm ¢ axpomMmaToncnen
NCronb3oBanu n3obpaxeHus, paspaboTaHHbIE HA OCHOBE npeacTaBfieHnun ob
OCHOBHbIX XapaKTepUCTUKax LUBeTa — LLBETOBOIoO TOHA, CBETIIOThI (APKOCTN) U
HACbILLEHHOCTW (PbidkoBa C.U. coaBsrT., 2023)

H.B. CyxaHoBa, C.W. Pbiukosa, B.I. J/luxsaHuesa, P.U. CaHanmunpos, P.A. 3uH4YeHKo, HeBckue ropusoHTsl 2024
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NEPBbIN 3TAN UCCIIEOOBAHUA -

HEBCKUE CpaBHEHNE BOCI'IpI/IHI/IMaeMOI7| APKOCTN XPOMATUHECKUX

FrOPM30OHTHLI

M306paKeHn C SPKOCTbIO axpoOMaTUYECKMX

20% 20%

70% ’ 30%

- TONBKO B rpynne nayueHToB C
axpomartorncueu

70%

‘ -
(o
0O,

TecTOoBbIE€ N300paXeHUs NpeabABNAANU
naumeHTamMm C axpomaTtorncuen Ha aKpaHe
MOHUTOpA, Nocrie npeaBapUTesibHOro
IOCTUPOBaHUA UBeTOonepeaavym gucnrnes npu
nomoLmn cnektpocgoromeTpa i1pro (Rev. E)
dnpmbil X-Rite u nporpammbl DisplayCal

MauneHT AonXxeH ObIN yKa3aTb - KAKOMY U3
axXpoMaTU4eCKNX KPY>KKOB OornbLle Bcero
COOTBETCTBYET NO AAPKOCTU LEHTPaNbHbIA v

o uc. TecToBble N306paxeHUs Ans CPaBHEHWSI BOCTIPUHMAEMON NauueHTaMm ¢
XpOMaTMLleCKMM pr)KOK B Ka>XX4AOM TeCTe axpomaTorcueri CBETNOTbl XpOMATUYECKMX M aXPOMaTUYECKUX LIBETOB

‘ H.B. CyxaHoBa, C.W. PbiuKoBa, B.I. J/inxsaHuesa, P.1. CaHgnmunpos, P.A. 3nH4YeHKo, HeBcKkMe ropnsoHTbl 2024 9
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HEBCKWE
FrOPMU3OHTDI

19-20 anpens 2024

CpaBHuBas pesynsrarbl, NofyYeHHbIe Yy NaLMeHTOB C
mMyTauusamm B reHax CNGB3 (16 naumneHtoB) n CNGA3 (4

naumeHTa)He obHapy>KeHO NpUHUUNManbHbIX OTIINYUN.

[na obonx BapnaHToB ObINM XapaKTepHbl OOHN U TE
e 3aKOHOMEPHOCTU — MaKkCUMaribHO CBETIbIMU
BOCMNPMHUMASIUCL roflyoble KapTUHKN, MakCUManbHO
TEMHbIMU KpacHble. CUHUI, 3eNeHbIN U NyPRYyPHbIA —
LBeTa Oblfin conocTaBMMbl NO CBETNOTE U

cootBeTcTBOoBanu L 55-70% axpomaTtnyeckmx LIBETOB

PE3YJIbTATbI NMEPBOIO 3TAINA UCCITEQOOBAHUA

CseTnora aXpomartunyecKoro

useta, % Achromatic color

brightness, %

100
90
80
70
60
50
40
30
20
10

80

-

70

Xpomamqecxue uBerta, CcpaBHUBaemMble Mo ceetsiote C

aXpomMmatnyeCKmmum

Chromatic colors, compared in brightness with

B kpacHbiit / red

O 3eneHbiit / green

B cuuuii / blue

achromatic
O »entbitt / yellow
E rony6oii / cyan
E nypnypHbiii / purple

H.B. CyxaHoBa, C.U. PbiuKoBa, B.I. J/InxsaHuesa, P.1. CaHgnumupos, P.A. 3uH4eHKo, HeBCcKkMe ropnsoHTbl 2024 10




HEBCKWUE
ropPmMm3IaHTLEI

19-20 anpens 2024

Tect Nel

YyuTtbiBas pe3ysibTaTbl NepBOro 3tana nccrieqoBaHuA,

pa3paboTaHbl NPoCcTble AnarHocTuyeckme TecTbl
ONA BbIABNEHUA axpomMaToncum
(maTteHT RU 2777211 C1 o1 01.08.2022)

\

/) Pa3paboTaHHble TecTbl

Aa1A BblABJIEHUA

/

-

(
oo

-

~ axpomaTtoncuu
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PE3YJIbTATbI BTOPOI'O 3TANA UCCINIEOOBAHUA

FrOPMU3OHTDI

19-20 anpens 2024

100

90

80
C tectom Ne1 (L 80%) 19 (95%) naumneHTOB 5inbo coBcem
He Buaenu ronyoble nsobpaxeHuns, nMbo He Mornu
pasnnUynTb X OPMY N CONOCTaBUTb C CEPLIMU
n3obpaxeHnamu

[Mpn aTOM hopMy BCEX CEPLIX N30OPAXKEHUN TAKOW XKe
CBETNOTbl BCE pasnunyann n Morfiun HaseaTtb

70

65 %

60
50 95 %

40
30

C Tectom Ne2 (L 50%) 13 naumeHTOB (65%) Takxke =

3aTPYAHSANUCH C POPMON ronybbixX N306paxeHnn 10

0

Bce ob6cneayemMbie KOHTPONLHOM rpynnbl 63 Tectbl / Tests

and who did not see cyan images on a white background, %

oc¢pTanbmonaronormun, naumeHTbl ¢ YA3H U ¢ rna3o-KoXHbIM 0 KoMYeCTBO NaLMeHTOB, He YBUAEBILMX roNy6ble

nsobpaxxeHua Ha 6enom ¢poHe / The number of patients who
aanMHVI3MOM, Bugesrnu Bce rony6b|e n cepblie M306pa)KeHVI$I B did not see cyan images on a white background

Konuyectso naumMeHTOB yBUAEBLUMX U He YBUAEBLUUX ronybble
n3sobpaxeHua Ha 6enom poHe, %/ The ratio of patients who saw

@ Konnuectso NauueHToB, yBuAEBLNX ronybbie nsobpaxeHua

oboux Tectax n 6e3 Tpyaa Haxoaunum ronyoblie nobpaxeHus, Ha 6enom bowe / The number of patients who saw cyan

COOTBETCTBYHOLLME CEPbIM (aXPOMaTUYECKUM) images on a white background

- : -\ e ‘ - . Nt H.B. CyxaHoBa, C.U. PbiukoBa, B.I. JluxsaHuesa, P.U. CaHaumupos, P.A. 3uH4YeHKo, HeBckuMe ropmsoHTbl 2024 12



3AKINKOYEHUE

HEBCKWE
FrOPNM30OHTDLbI

19-20 anpens 2024

* CpaBHUTESNbHbIN aHann3 BOCMPUHMMAEMOW CBETOTbl XPOMaTUYECKNX U
axpoMaTUYECKNX N300pakeHn nauueHTaMm ¢ axpomMaToncuen nokasarn, 4To
Hanbonee cBEeTNbIM AN HUX ABNAETCA ronybomn UBeT, a CaMblM TEMHbIM KPaCHbIN

* pa3paboTaHHbLIN Ha OCHOBE MOSYyYEHHbIX AaHHbIX HOBbLIN CMOCOO BbISIBIIEHUS
axpomarorncum siBnseTcs NPOCTbIM U AOCTYMNHbIM, NO3BOMSET MPOBOAUTL
npeaBapuTenbHyo agudpdepeHumnanbHyo AMarHoCTUKy ¢ apyrov odpransmonaTornornen
n onpenensaTb TakTUKY ganbHeunwero obcnegoBaHna (HEOOXoAMMOCTb NPOBEAEHUS
OKT, anekTpodun3nonorm4eckoro n reHeTM4ecKkoro nccrieqoBaHuin) onga yToYHEHUS
avarHosa

e JOCTOMHCTBaMK pa3paboTaHHOro criocoba ABNSATCH NPOCTOTa U AOCTYMHOCTL, a
Takke BO3MOXXHOCTb UCMOMNb30BaHUA aaxe y aeten 4 - 5 netHero so3pacra

H.B. CyxaHoBa, C.U. PbiukoBa, B.I. JluxsaHuesa, P.U. CaHaumupos, P.A. 3uH4YeHKo, HeBckuMe ropmsoHTbl 2024 13



bnarogaptro 3a BHMMaHue!

natelasukhanova@gmail.com
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Achromatopsia Normal Vision

: , Todd Milne, G., et al. 2017
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