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HacnepcteeHHble ANCTPOdUM CETHATKU — KIMHUYECKU U TEHETUYECKU reTeporeHHas rpyrnna cocTofaHUM, MHOrme n3
KOTOPbIX MMEIOT CXOXKME CUMNTOMbI U PYHKUMOHANbHbIE AAHHbIE, YTO 3aTPyAHAET AMArHOCTUKY U MPaBUbHYIO
NMOCTAHOBKY AuarHosa. KopHeopeTuHanbHas auctpodus buettn — pepkas dopma HacneacTBEHHbIX AUCTpodUi
CETYATKM C ayTOCOMHO-PELLECCUBHBIM TUNOM HacnenoBaHus. Mpu gaHHOW AUCTPOdUN BU3YASIM3UPYIOTCA KENTO-
benble KpUCTa/Ibl Ha ceTyaTKe M HabawogaeTcs nporpeccupyowas atpodua NUrMEHTHOrO 3MUTENA CETYATKM,
CKOM/IEHNE NUTMEHTA, CKIepPO3MpPOoBaHME XOpMOoKanuanapos. K passutuio 3abonesaHma NpMBOAUT MyTaLUMA B reHe
CYP4V2. B HactosAwee BpemAa onucaHo 50 pasnanuHbix mytaumini CYP4AV2, 6ONbLIMHCTBO M3 KOTOPbIX ABASAKOTCS
MWUCCEHC-MyTauuAMKU. B AaHHOM cTaTbe NpeAcTaBAeH KAMHWYECKMI C/yyalh FreHeTUYecKU NOATBEPKAEHHOM
KOpHEOpPeTUHaNbHOW Auctpodmun BueTTn ¢ onucaHMem KAMHUKO-PYHKLMOHANbHbIX MPWU3HAKOB, Ha KOTOpble
HeobxoaMMo 06paTUTb BHMMAHWE MPWU NOCTAHOBKE AMArHO3a U yuuTbiBaTb B ANPPepeHLManbHOM ANAFHOCTUKE
OPYrUX HacneaCcTBeHHbIX anucTpoduii ceTyaTku. MNposeseHNe MONEKYNAPHO-TEHETUYECKOrO aHaan3a HeobxoamMmo
B COMHUTE/IbHbIX KJAMHUYECKUX Cy4aaX, a TaKkKe ONA FeHeTUYEeCKOro KOHCYAbTUMPOBAHWA POACTBEHHUKOB U3
rpPynnbl PUCKa U NpPeHaTasIbHOro TECTUPOBaHUA BepeMEHHOCTM C BbICOKUM PUCKOM.

Kniouesble cnoBa: KOpHEOPETUHANbHAA AUCTPOdUA BUETTU, reHETUYECKUIN aHAM3, NOJIHOE 3K30MHOoe
cekBeHupoBaHue, reH CYP4V2, HacneactBeHHble AUCTPODUN CETYATKU, MUCCEHC-MYTaLLUK
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BeeaeHue

KAnHMYEeCcKne cMMNTOMbI, Pe3y/1bTaTbl TECTUPOBAHUA NOAA 3PEHUA N INEKTPODU3NONOTNYECKUX
nccnefoBaHUM  KopHeopeTMHanbHOM aAuctpodumn BMeTTM aHaNornyHbl HacnenCTBEHHbIM
ANCTPodUsAM CETUYATKM, KOTOPbIE NOMNaAatoT Mo KaTeroputo NMUrMeHTHOro PeTMHUTA, YTO YacTo
npuBoauT K  owMbOYHOM  MOCTaHOBKE  AMarHosa  naumeHTty.  Kpuctannmyeckas
KopHeopeTuHanbHaa auctpodusa bueTTM — HacnenCTBeHHAa AMUCTPodMA CEeTYaTKW, Brepsble
onucaHHaa buettn B 1937 roay [3]. Tvn HacnegoBaHUA — ayTOCOMHO-PELECCUBHDbIN.
3aboneBaHMe  XapaKTepusyeTca  MHOrOYMUC/AEHHbIMU  CBEPKAKOWMMKW  KenTo-b6enbimu
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KPUCTannamu Ha ceTyaTKe U nporpeccupytollein atpopumeit MUrMEeHTHOro aNUTENNA CeTYaTKU U
xopuoKanunnapos [2,3]. ManeHbkue baecTawmMe KPpUCTanibl MOTyT TaKkKe BCTpeyaTbea B inmbe
POroBuUbl U  UMPKyAMpYOWMX aumbouuTax. KpucTananyeckne OT/IOKEHUS  CETYATKU
BbIABAAIOTCA NPEUMYLLLECTBEHHO B 3a4HEM MOKOCE CETYATKU B HAPYKHbIX U BHYTPEHHUX CNOAX
ceTuyaTkM [3,8].

KopHeopeTnHanbHasa anctpodums obbiyHo npoasasetca K 20-40 rogam, KIMHUYECKM XapaKTepHa
HWKTANIONKWA, CHUXEHWE OCTPOTbl 3PEHUA U Cy)KeHue nonewn 3peHuA. [laHHoe 3abosneBaHue
MMeeT LUMPOKYID pacnpocTpaHeHHOCTb B Kutae n AnoHuu. MNatoreHHble BapuaHTbl CYP4V2
6611 0b6HapykeHbl Yy 97,7% nuu, KUTAaUCcKoro npoucxoxaenua [5,6]. Moatomy Heobxoammo
YTOUYHATb NPOUCXOXKAEHNE N HALMOHANBbHOCTb NaUUeHTa.

JloKyc reHa, OTBETCTBEHHOrO 3a AUcTpoduio, bbia KapTuposaH B 4q35-gter c nomoLbio aHaM3a
reHeTUYeCcKoro cuenneHna B HECKONbKUX CemMencTBax ¢ anctpodmen buettn, n snocneactsmm
CYP4V2 6bin uaeHTUGMUMPOBAH KaK NPUUNHHLIN reH [7,9]. Fen CYP4V2 coctouT 13 11 3K30HOB,
KOTOpble KOAMPYIOT LUMPOKO 3IKCNPECCUPYEMBbIN YeH cemencTBa uutoxpoma P450 mns 525
aMUHOKKUcnoT. Untoxpom P 450 yyacTByeT B CMHTE3€ KUPHbIX KMCAOT. B HacToAwee Bpema
onucaHo 50 pasnnuHbix myTaumin CYP4V2, GONbLUMHCTBO M3 KOTOPbIX ABAAKTCA MMUCCEHC-
myTauuamu [4].

[narHo3 ycTaHaB/AMBAETCA Ha OCHOBAHWWM KIMHUYECKO-PYHKLMOHANbHOM KapTUHbI, OaHHbIX
reHeTMYEeCKOro aHaiM3a, YYUTbIBAETCA HaLMOHA/NbHOCTb NauMeHTa. B gaHHOW cTaTbe onucaH
KAMHUYECKMI  CAy4al  MAUMEHTKM C  TEHETUYECKM  NOATBEPKAEHHbIM  AMArHO30M
KopHeopeTuHanbHon  auctpodum  buettn, paHee Habaopgaswenca € AMATHO30M
TaneTtopeTUHanbHan abuotpodus.

Llenb

Uenb — npepacrtasutb aAnddepeHLMancHO-KIMHUYECKME NPU3HAKM  KOPHEOPETUHAJIbHOM
anctpodumn  bueTtn,  OTAMYaOWLME  OAHHYKD  HACNeACTBEHHYW  guctpoduo ot
TaneTopeTuHaAbHOM abnUoTpoPuM (MMrMeHTHOro PeTUHUTA).

MaTtepunan n metogbl

MaumeHTKe nposegeHo KOMIMJIEKCHOE KNMHUKO-PYHKLUMOHAbHOE obcnepoBaHue,
BKAtOYaloLLee BU3OMETPMUIO, KMHETUYECKYIO nepumeTputio, aBTopedpakToOMeTpUIO,
0dTaNbMOCKONMIO, FOHUOCKOMMIO, ONTUYECKYIO KOr€PEHTHYID TOMOTpadmio MaKyAsPHOI 30HbI
Ha Tomorpade Spectralis HRA+OCT u porosuubl (Optovue RTVue-100), anektpopetTuHorpadpuio
B nporpamme ERG OU ctaHgapT (Tomey EP-1000), caenaHbl CHAMKW [/1a3HOTO AHa B peXume
multicolor, BbINO/IHEHHbIE HAa OMNTMYECKOM KOrepeHTHom Tomorpade Spectralis HRA+OCT.
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CobpaH reHeanorMyeckMn aHamHe3 W BbINO/IHEHO MO/IHOE 3K30MHOE CEKBEHWPOBAHUE
meTtogom NGS ¢ nocneayouwei KOHcynbTaumen optanbmoreHeTnka GreHY « MIHL».

Pe3ynbTtaThl

MaumeHTKa A., 51 rog, obpaTtnnacb B OpeHbyprckuii puanan MHTK « Mukpoxmpyprus rnasa» c
}anobamm Ha CHWKEHMEe LUEHTPANbHOrO 3pPEHUA, NPOrPeCcCUBHOE CYXKEHWe MONen 3peHus,
yXyALleHne cymepeyHoro 3penHua B nocaegHme 10 net. C 2005 roaa Habaogaetca ¢ gMarHo3om
TanetopeTuHanbHaa abuotpodua OU. [uarHo3 BbiCTaBNeH O0G(TaAbMOSOFOM MO MecTy
KUTENbCTBA,  €XEerogHo  MoJiydana  KypCbl  KOHCEPBAaTMBHOM  HEWPOMPOTEKTOPHOW,
PETUHONPOTEKTOPHON U MmeTabonnyeckoi Tepanuu. B aHamHesze B 2009 roay BbINOJIHEHA
bakoamynbcudmKaLMA KaTapaKTbl € MMMIAHTALMEN WHTPAOKYNAPHOM NMH3bI 0bomx rnas.
ComaTunyeckan NnaTonorna oTcyTcTeyeT.

MauneHTKa Mo HaLUMOHA/NIbHOCTM — KUTasiHKA. [eHeanormyeckMin aHamHes He OTATrOLLLEH HU NOo
MaTEPUHCKOM, HN MO OTLLOBCKOM JIMHUU. PoAUTENN KNIMHUYECKU 340p0Bbl. CecTpa NauMeHTKU He
UMEET K/IMHMYECKMX NPOABAEHUIN 3a60/1€BaHUA.

Octpota 3peHua 0OD=0,2 He Koppurupyetr, 0S=0,1 He Koppurmpyet. [lo A[aHHbIM
asTopedpaktomeTpum: OD — cmewaHHbIn acturmatmam (sph (+)0,5Dcyl (-)0,75 D), OS -
CMewWwaHHbIM acturmatmuam (sph (+)0,5Dcyl (-)1,0 D). Mpu KuHeTnyeckoit nepumetpum OU
OTMEeYaeTcs KOHLUEHTPUYECKOE cyKeHune nonen 3peHnsa ao 10-30 rpaaycoB oT TOYKM PMKcauum
(sennumHa obbekTa 3 mm) (puc.l).

Puc. 1. Kunemuy4eckasa nepumempus

MepumMeTpus
lata wccnegosanna 01.06.20271 14:56:43

os oD

Benwunna ofsexta: 3 Mm BenwuuHa ofnexta: 3 mm

Mpn 6nomunKpockonum nepegHero otpedka OU CnNOKoMHbI, pOroBMUa npo3payHas, nepeaHsa
Kamepa cpeAHAnA, Bnara Npo3payvyHas, pafy’KKa CNOKOMHAA, 3pavyoK 3 MM, peakuua Ha cseT
coxpaHeHa, apTudakua, nonoxeHne MOJ1 npaBunbHOE, B CTEKNOBUAHOM Tene — HUTYaTaA
pectpykuma. Odpranbmockonuma rnasHoro gHa: A3H gekosopupoBaH, MOHOTOHHBbINM, Ha ceTYaTKe
BM3Ya/NIN3UPYIOTCA MHOXECTBEHHbIe KpUCTaJIMYeCcKMe OT/IOKEeHUA Mo 3agHemy nonatcy C
MaKCMManbHOW  KOHLEHTpauuen B NAPaMaAKyNssPHON  30HEe, OT/IOKEHWEe MNUIMEHT],
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nepepacnpegeneHme nNUrMmeHTa, atpodua MNUTMEHTHOrO 3NUTENNA HA KpalHeW, cpegHen
nepudepun, NPoCcMaTpMBalOTCA cocyabl xopuougewn. Ha puc. 2 npeactaBneHbl CHUMKKU B
pexxmme multicolor, BbINONHEHHble Ha ONTUYECKOM KorepeHTHOM Tomorpade Spectralis
HRA+OCT (Heidelberg).

ART [HS] ART(®) O 34

Pe3ynbTaTbl ONTUYECKOW KOrepeHTHoM Tomorpadmm makynsapHoi 3oHbl (Spectralis HRA+OCT
Heidelberg): OU nMpodunb cetyaTtkm  aAepopmMpoBaH, 3NUPETUHANbHBLIN  PUOpPO3,
TAHreHUNANIbHO-TPAKLUMOHHbIA CUHAPOM, MenKue runeppedeKTUBHbIE o4arM BO BCEX C/OAX
CeTyaTKU. YYacTKM paspyweHns 3SAAUNCOUAHOM 30Hbl U aTpodPua MUIMEHTHOro 3NUTENUN
CeT4yaTKn, Xxopmocknepos (puc.3).
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MauneHTKe npoBeAeHA 3/eKTpopeTMHorpadma C KUCNOsb3oBaHMEM nporpammbl ERG OU
ctaHaapT (Tomey EP-1000). Mo gaHHbIM PI amnanTyAa BONH «a» U «B» PE3KO CHUMKEHA NpU
MaKCMManbHOM W KONOOYKOBOM OTBETe, yBenYeHWe NaTeHTHOCTU obuwero 6uonoTeHumana
CEeTYaATKKU, YTO CBUAETENbCTBYET O MOPAKEHUU NANOYKOBOM M KONOOYKOBOM CUCTEMBI,
pernctpupyetca «yracatowas» 3Pl (puc. 4).

OFGBY MNTK n}i_lgrohiryrgiay glaza

Mamepeno:  09/06/2021 10:53:21 Mporpamma: ERG OUcTtangapt (09.12.201 " TOM EY
Naypent: Anky3 My Oneparop: o
Krioy: TPA

Bepcua 320

w C1: MpaebiA rna3
1.War: Makc.oT80D |

2.War: Konfoy.oTBeTOD

Ham,
vt

ol 00ms 494
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Magkep b B00ms 3 .20 : 10 i 40 80 W00 1 1o ke me

MauneHTKe BbIMNOSIHEH FTEHETUYECKMIA aHaIM3 — NOJIHOE 3K30MHOE CeKBEHWPOBaHME METOAOM
NGS. 3TO reHeTUYeCcKM TEecT, KOTOPbIA NOMOraeT OOHapyKWUTb M3MeHeHMA (BapuaHTbl) B
reHeTMYEeCKOM KoZe naumeHTa. Y nauueHTKUM obHapyKeH paHee OMWCaHHbIA B nuTepaType
BapuaHT (rs1300138505) B romMo3UroTHOM COCTOAHMWU B 7 3K30He (13 11) B reHe CYP4V2,
NPUBOAAWMI K HAPYLIEHMIO KaHOHWYECKOro canTta cnaaicuHra (c.802-8 810delinsGC) [10,12].
MaToreHHble 6uannenbHble BapuaHTbl B AAHHOM TreHe MOryT MPUBOAUTbL K Pa3BUTUIO
KopHeopeTuHanbHon auctpoomum buettn. OOHapy)KeHHbIW BapuaHT ©Obln  onucaH B
FOMO3MroTHOM/KOMMNAyHA-TETEPO3UTOTHOM COCTOAHUM Y MAUMEHTOB C KOPHEOPETMHANbHOM
auctpodueirt buettu [1].

MaumeHTKa 6blna NPOKOHCYIbTUPOBaHa odTanbmoreHeTMkom OPIrBHY « MIMHLU». Ha ocHoBaHuu
MONYYEHHbIX PE3y/IbTaTOB BbICTAB/IEH AMArHO3 — KOPHEOpPETUHaNbHaA auctpodua Tun buettu.
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PekomeHAOBaHO AOMONHUTENbHOE nNpoBeaeHWe KepaTotonorpadum, OKT  porosuupl,
nepeaHero oTpesKa.

Mocne reHeTnyeckor BepudMKaUMM AMArHO3a NPOBEAEHA OMNTUYECKada KOrepeHTHas
Tomorpaduma porosuubl Ha Tomorpade Optovue RTVue-100.

Puc. 5. Onmuyeckasa KozepeHmHasa momozpagus pozosuys! (Optovue RTVue-100).

3D Comea s e e 3 Left/ QS 3D Comea
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[PachymetryWide S Right / 00

[PachymetryWide AT | Left/ 08

T

Mo gaHHbIM ONTUYECKOM KorepeHTHoM Tomorpadum porosuubl OU onpegensetca cMmelleHue
LLeHTPa POroBuLbl, HEPaBHOMEPHAA TO/IWMHA, MOMYTHEHWE POrOBULLbI B MAPAONTUYECKOM 30HE,
NCTOHYEHME INUTENINA B BEPXHEM U HUMNKHEM oTaenax (Ha OS B 6onbluei cteneHun) (puc. 5).

MauneHTKe Ha3Ha4yeHa KOHCepBaTBHaA He171po-, PETUHONPOTEKTOPHAA, meTabonnyeckana wm
KepaTtonaacthyeckana Tepanua.

Takum o6pa3om, cCKOMNeHMe NUrMeHTa, ero nepepacnpegeneHve Ha KpalHeh u cpeaHen
nepudepmnn cetyaTKkM MOXKET OWMOBOYHO TPAKTOBATLCA KaK «KOCTHble Tenbua» (cKonneHus
NMUIMEHTA B MHTPAPETUHA/IbHbIX CN0AX), @ HANYME Y NALUMEHTA HUKTANOMNUU, KOHLEHTPUYECKUX
CYXEHHbIX nonen 3peHMA NpUMBOAMUT K HEenpaBWUAbHOW MNOCTAaHOBKE AMarHosa —
TanetopeTuHanbHas abuotpodua (MUrMeHTHbIA PeTUHUT). CxoXKune aneKTPodU3NoNornyeckmne
nokasatenu («yracawowana», «Hepernctpupyemas» 3IPl) moryT noatBepAuTb OWMOOYHbIN
AnarHos. Mo3aTomy BaXKHbIMW KJAMHUYECKMMW MPU3HAKAMM KOPHEOPETUHANbHOM AncTpodum
Buettn  ABnNAETCA  KPUCTA/ZIMYECKME  BK/OYEHMA  Ha  ceTyaTKe, onpegenstowmecs
0dTaNbMOCKOMNUYECKM MPEMMYLLECTBEHHO Yy 3aAHEro noskca, Y HEeKOTOpbIX MauMeHToB
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BapuabenbHble KPUCTAN/IMYECKUE OTNOXKEHUA ObOHapyuBatoTcs B nmmbe porosuubl [11]. Ha
ONTUYECKOM  KOFepeHTHOM  Tomorpadmm  CeTyaTKM  KPUCTAN/IMYECKME  OTNOMKEHMUA
BM3Ya/ZIM3UPYIOTCA KaK runeppedieKTuBHble 06pa3oBaHMA BO BCEX CNOAX CETYaTKM, MpuUyYem
NOKANM3auma MHOMMX 3TUX BKIKOYEHWI MOXKET He COoBnagatb C OPTaNbMOCKOMUYECKOM
KapTUMHOM. Ha onTMYecKoM KorepeHTHOM Tomorpadum TakKe BM3yanmsmpyetca atpodus
NMUIMEHTHOTO 3NUTENUA, pPaspylleHMe 3SAAUMNCOMAHON 30Hbl, YTO XapaKTepPHO W AnA
TaneTopeTUHanbHOM abuoTpodmmn, HO NpPU NOCNeAHEN ISNNMACOMAHAA 30HA AJUTENIbHO
COXpaHHa B Cy6pOBEONAPHOI 30HE U MMEET XapaKTepHbIN BUA (puc. 6).

12.03.2021, OD
IR&OCT 30° ART [HS] ART(8) Q: 33 HEIDELBES G|

ensinEernns

12.03.2021, OS

IR&OCT 30° ART [HS] ART(9) Q: 23 HEIDELBES G|
ENGINEENNG

MpoBeaeHWe MONEKYNAPHO-TEHETUYECKOIO aHaM3a HeOHX0AMMO, EC/IU KAMHUYECKME AaHHble
He ybeguTtenbHbl. Kpome TOro, BbIABNEHME MATOTEHHbIX BAapWaHTOB MyTaUWMW Yy HOCUTENEMN
HeobxogMmMOo ANA reHEeTUYEeCKOro KOHCY/bTMPOBAHUA POACTBEHHMKOB M3 TPYMMbl PUCKA W
NPeHaTaNbHOro TECTUPOBAHUA HEPEMEHHOCTU C BbICOKMM PUCKOM.

B HactoAwee BpemA TapreTHoe JsevyeHue [AAHHOM HacneaCcTBEHHOM AUCTPodUM CceTyaTKu
oTcyTcTByeT. ExxerogHoe opTanbmonormyeckoe obcnenoBaHne Heob6xo4MMO AN1A MOHUTOPUHTA,
OLEHKM MNpOrpeccupoBaHna 3aboneBaHMA W YCTAHOBKU WMHBANIMAHOCTU, MONYYEHUA CPeacTB
TEXHUYECKOW peabunutaumm.
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3HaHMe MyTauMK reHa, KoTopas NPUBOAMT K Pa3BUTUIO 3a60/1eBaHMA, NO3BONAET OTCNEXKMBATDL
HOBble K/IMHMYECKME uccnenoBaHMA B cdepe reHOMHOro pPefakTUPOBaHUA M NPUHUMATL
y4yacTue B KIMHUYECKUX UCCNe0BaHMUAX HOBbIX METOA0B IeYeHUs.

BbiBOA,

KopHeopeTMHanbHaa AUCTpodUA BUETTM KuMeeT XapaKTEepPHYI KAMHUYECKYID KapTUHY.
OCHOBHbIMK  AnbbEpPEHLNANBHO-KANHNUYECKUMIN NPU3HAKAMK, OTIMYaOWMMKU  AncTpoduto
BuetT OT ApYyrMX HACNeACTBEHHbIX AUCTPOOUIM CeTYyaTKM, ABAAIOTCA KPUCTaNNMYecKkue
OT/IOXEHUA B CeTyaTKe M porosuue Ha ¢oHe nporpeccupyrolleit atpodum MUrMEHTHOrO
3NUTENNA N Pa3pyLUEHUA INIUMNCOMAHONM 30HbI, MaHudecTaunmn 3abonesaHus k 30-40 rogam, a
TaKXe BbICOKan BCTPEYAEMOCTb Y /UL, KUTAaNCKOro MPOUCXOXKAEHUA.
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Abstract

Hereditary retinal dystrophies are clinically and genetically heterogeneous group of conditions, many of which
have similar symptoms and functional findings, making correct diagnosis difficult. Bietti corneoretinal dystrophy is
a rare form of hereditary retinal dystrophy with an autosomal recessive mode of inheritance. With this dystrophy,
yellow-white crystals are visualized on the retina and progressive atrophy of the retinal pigment epithelium,
pigment accumulation, and sclerosis of the choriocapillaries are observed. A mutation in the CYP4V2 gene leads to
the development of the disease. Currently, 50 different CYP4V2 mutations have been described, most of which are
missense mutations. The article presents a clinical case of genetically confirmed Bietti corneoretinal dystrophy with
a description of the clinical and functional signs that should be considered when making a diagnosis and taken into
account in the differential diagnosis of other hereditary retinal dystrophies. Molecular genetic analysis is necessary
in doubtful clinical cases, as well as for genetic counseling of relatives at risk and prenatal testing of high-risk
pregnancies.

Key words: Bietti corneoretinal dystrophy, genetic analysis, whole exome sequencing, CYP4V2 gene, hereditary
retinal dystrophies, missense mutations

References

1. Astuti G.D., Sun V., Bauwens M. et al. Novel insights into the molecular pathogenesis of CYP4V2-associated
Bietti's retinal dystrophy. Mol Genet Genomic Med. 2015; 3(1): 14-29. doi: 10.1002/mgg3.109.

2. Bagolini B., loli-Spada G. Bietti's tapetoretinal degeneration with marginal corneal dystrophy. Am J Ophthalmol.
1968; 65(1): 53-60. doi: 10.1016/0002-9394(68)91028-3.

3. Bietti G. Ueber familiaeres Vorkommen von ‘Retinitis punctata albescens’ (verbunden mit ‘Dystrophia marginalis
cristallinea corneae’), Glitzern des Glaskoerpers und anderen degenerativen Augenveraenderungen. Klin Monatsbl
Au enheikd 1937; 99: 737-757.

4. Halford S., Liew G., Mackay D.S., Sergouniotis P.l., Holt R. et al. Detailed phenotypic and genotypic
characterization of Bietti crystalline dystrophy. Ophthalmology 2014; 121: 1174-84. doi:
10.1016/j.0phtha.2013.11.042.

5. Hu D.N. Genetic aspects of retinitis pigmentosa in China. Am J Med Genet. 1982; 12(1): 51-56. doi:
10.1002/ajmg.1320120107.

6. Hu D.N. Ophthalmic genetics in China. Ophthal Paediat Genet. 1983; 2: 39-45. doi:
10.3109/13816818309007148.

7. Jiao X., Munier F.L., lwata F., Hayakawa M., Kanai A. et al. Genetic linkage of Bietti crystallin corneoretinal
dystrophy to chromosome 4q35. Am J Hum Genet. 2000; 67(5): 1309-1313. doi: 10.1016/S0002-9297(07)62960-7.

ISSN 2308-9113 68



{IM.IEEMIIHHH HypHan «MeguumHa» Ne 1, 2022 69

8. Kaiser-Kupfer M.I., Chan C.C., Markello T.C., Crawford M.A., Caruso R.C., Csaky K.G., Guo J., Gahl W.A. Clinical
biochemical and pathologic correlations in Bietti's crystalline dystrophy. Am J Ophthalmol. 1994; 118(5): 569-582.
doi: 10.1016/s0002-9394(14)76572-9.

9. Li A, Jiao X., Munier F.L., Schorderet D.F., Yao W. Bietti crystalline corneoretinal dystrophy is caused by
mutations in the novel gene CYP4V2. Am J Hum Genet. 2004; 74(5): 817-826. doi: 10.1086/383228.

10. Park Y.J., Hwang D.J., Seong M.W., Park S.S., Woo S.J. Bietti Crystalline Retinopathy Confirmed by Mutation of
CYP4V2 Gene in a Korean Patient. Korean J Ophthalmol. 2016; 30(1): 81-3. doi: 10.3341/kjo.2016.30.1.81.

11. Vargas M., Mitchell A., Yang P. et al. Bietti Crystalline Dystrophy. GeneReviews [Internet] 2012. Available at:
https://www.ncbi.nlm.nih.gov/books/NBK91457/.

12. Wada Y., Itabashi T., Sato H., Kawamura M., Tada A., Tamai M. Screening for mutations in CYP4V2 gene in
Japanese patients with Bietti's crystalline corneoretinal dystrophy. Am J Ophthalmol. 2005; 139(5): 894-9. doi:
10.1016/j.aj0.2004.11.065.

69



