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Kniouesvte cnosa: naciencreernbie nuctpoduu porosullsl, SLC4Al L, srm0oTeIMANBHAS TUCTPO-
¢us poroBuiibl Dykca, cuHIpoM XapOoiisHa.

Pe3tome: 6 smoii pabome mvl npedcmasisiem peoKull Ciyuai HACi1e0CMEeHHOU IHOOMENUATbHOU
oucmpoguu po2osuysl ¢ nepyenmueHol my2oyxocmoio (cunopom Xapoousna), onvlm MOLeKVIAPHOU Ou-
ACHOCMUKU U JIe4eHUsl 21020 3a0071e6aAHUSL.

Resume: we present a rare case of hereditary corneal endothelial dystrophy with perceptual hear-
ing loss (Harboyan's syndrome), the experience of molecular diagnosis and treatment of this disease.

AKTyaabHocTh. OHa U3 HanOoJiee TSIKENBIX MATOJOTHH B IEIUATPHUUECKON Og-
TAJIbMOJIOTUH - BPOXKJIEHHBIC TOMYTHEHUSI pOrOBUIIbI. BpoXK1€HHbIE TOMYTHEHUSI pOTOBHU-
bl OOIIMpPHAs TPYyIIa BKJIKOYAIOIIAsi: MHOTOYUCIIEHHbBIE HACIEICTBEHHbIE JUCTPOPUU po-
TOBUIIbI, ME30JICPMAIIbHBIE JUCTEHE3UU, aHOMAJIMM W3 PSAJa CUHIpOMA IEPEIHEr0o pac-
merienus (Ilerepca, Purepa, Yenmsepa), paccTpoiicTBa CHCTEMHOTO MeETabOIU3Ma,
BPOXKJICHHYIO TJIAYKOMY, CKJIEPOKOpHea, CTaduaomy, JEpMOUT POTOBUIILI, BHYTPUYTPOO-
nyro uHdpeknuio [1]. Juddepernmanbras uarHocTHKa U JICYCHHUE BPOXKICHHBIX ITOMYT-
HEHUU POTrOBUIIBI BCET/a SIBIISIETCSA TPYAHOU 3aJa4EH.

Iesb: yCTaHOBUTH ATHOJIOTHIO HACIICICTBEHHOT O 3a00JICBaHUs Y TAIIUEHTKHU C JABY-
CTOPOHHUM JU(P(DY3HBIM TOMYTHEHUEM POTOBUIIBI.

3agaum: 1. YcraHOBIICHHE STHOJOTHH HACJICACTBEHHBIX TUCTPOGHUNA POrOBHUIIBI; 2.
OrnpeeneHue TaKTUKKA BEJACHUS MAIIMEHTOB C HACIEACTBEHHBIMH JUCTPODUIMHU.

Marepuajsl u MeToabl. B nipoBeieHHOE HCClieqoBaHNEe ObUTO BKITIOYEHO 15 maru-
eHToB: 10 n1eBodek u 5 MajJbuuKOB B Bo3pacTe 3-13 jieT, HaXOAMBIIUXCS HA CTAllMOHAPHOM
nedeHuu B oprampmonornyeckom otaenenuu 4-ov I'JIKb r. Muncka B nepuog ¢ 2015 no
2020 roppl.

[TamieHTamM BBITIOTHEHO OPTATBLMOJIOTHYECKOE 00CIe0OBAaHNE, BKIIIOYAIOIIEe BU30-
METPHUI0, OMOMHKPOCKOIHMIO, TOHOMETPHIO, aBTOPE(PPaKTOMETPHUIO, ONTHUUECKYH) KOTe-
PEHTHYIO TOMOTrpadui0 POrOBHUIIBI, AXO0HOMETPHIO, dXOCKOIMHID. MeauKaMeHTO3HOoe Jie-
yeHue npoBoawin 14 mamueHtam. JleBouke 9 sier Oblia mpou3BeAcHa CKBO3HAasl CyOTO-
TaJbHAsl KEpaTOIUIACTUKA W JJIsi YCTAHOBJIEHUSI 3THOJOTHMU 3aboneBanus obpasiel JHK,
MOJIy4EHHbIE OT MpobaHaa U ee MaTepH, ObLIN UCCIIEIOBAHBI METOJIOM BBICOKOTIPOU3BOIH-
TEJIbHOTO ceKkBeHHpoBaHusa Ha 0aze PHIILL «Matb 1 qutsi».

Pe3yabTaThl U UX 00cyxaenne. [lox HaOmoAeHNEM HaXOIUIACh MAIMEHTKA 9 JIeT.
[Ipu TatenbHOM cOOpe aHaMHE3a 0Ka3ajloCh, YTO B BO3pacTe 8 MeCAIeB MaTh MAIlUCHTKU
HayaJia 3aMeYaTh y Hee TOMYTHEHHE POTOBUIIbI. Jlamee mpoBOAMINCH J1abopaTopHbIE 00-
CJIEIOBaHUsI, KOTOPbIC MCKIIOUWIN Pl UHPEKIIMOHHBIX 3a00JICBAHUM: KpacHYXy, repre-
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TUYECKYI0 MH(PEKLHUIO, IUTOMETATOBUPYCHYIO0 MH(DEKIHIO, CUPUINC; TAaKKe OBbLIT UCKIIIO-
4eH MyKomoiucaxapuao3. JleBouke MHOTOKpPaTHO Ha3HAYaIMCh KypChl MPOTHBOIUCTPO-
(uvecKoro U paccachblBaloIIEro JEUYEHHUs, MOcie KOTOPBIX HE HAOMI0aI0Ch YIyqIlIeHUI.
3a0osieBaHrEe MPOJOKAIO MPOTrPECCUPOBaTh, YXyAILlAdach OCTPOTA 3PEHMS, MOSBUINCH
cBET000s3Hb U 00JIb B TJ1a3ax.

Ha MOMEHT mepBHYHOro OCMOTpa OTMEUAJIUCH Kajl00bl HA U3MEHEHHE OCTPOTHI
3peHHs Ha TPOTSHKEHUN CYTOK (CHUKEHHE 10 yTpaM | YJIy4IlIeHUe B TEYCHHUE JTHS ), CIIe30-
TE€YEHUE, ONIYIIEHNE NHOPOHOIO TeJa B ria3y, ocTpora 3peHus coctapisuia OD = 0.06 He
koppurupyet; OS =0.1 ¢ -2.0D =0,2.

buomukpockomnus - BBISIBIEH OTEK, TOMYTHEHHE BCEX CIIOEB POTOBHUIIBI, BHIPAKEH-
Has CKJIaJ4aTOCTh JECLIEMETOBOM MeMOpaHbl, OTAENbHbIE 3PO3UH PA3IMYHOIO JUAMETPA,
okpammuBaromuecs QuroopectienHoM (puc. 1). Pesynapratel ToHOMeTpuu: OD u OS 20
MM.pT.cT. [Ipu 3xockonuu 000MX ria3 CTEKIOBUIHOE TEJIO OBLIO MPO3pavyHbIM, 000JIOUKH
NPUJIEKAIIH, TOTIOJIHUTEIbHBIX XOCUTHAJIOB HE OOHAPYXKEHO. BblI0 OTMEUEHO CHUKEHHE
qyBCTBUTEIBHOCTHU porosuilsl Ha OD u OS.

Puc.1- BI/IOMI/IKPOCKOHI/I‘{CCKB.H KapTHvHa MpaBoro rjias3a naqueHTKU O ONCPAaTUBHOIO JICHCHU A

Tax>xe ObuTa BBITIOJIHEHA ONTHYECKasi KorepeHTHasi ToMmorpadus porosuibl. Ha mo-
JYYEHHBIX TOMOTPaMMaX POTOBUIIbI XOPOIIO BUJIHBI U3MEHEHHBIE YHA0TEIIUAJIbHbIEC KIIET-
KW, 30HBI, JIUIIEHHbIE HOPMAJILHBIX YHIOTEIHABHBIX KIETOK, TU3UC U NedEeKThl 1ecieMe-

toBoii MemOpansl Ha OD wnOS. IlenTpanpHas TommuHa poroBuilsl coctaBmia OD - 993
MkM, OS - 990 MM (puc. 2).
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Puc. 2 - OKT POTOBHLBI ITPABOTO I'Nia3a NAUCHTKH JO OIICPATUBHOIO JICHCHUA

VYuuThiBas KIMHUYECKHME NPHU3HAKK O€3 TMOJOKUTEIbHON JMHAMHUKU MAalUEHTKEe
15.11.2019r. mox sHI0TpaxeanbHBIM HAPKO30M MPOM3BEAEHA CYOTOTAIbHASI CKBO3HAS KE-
paToIIaCTUKa Ha XYyAIIEeM IMpaBoM ria3y. Mcrnonb3oBaau HEKOHCEPBUPOBAHHYIO JOHOP-
CKYIO poroBuily. Jluamerp TpemaHa Juisi pOrOBULbI JOHOPA U PELUIHEHTA ObLI OJMHAKOB
U paBeH 7,5 MM. TpaHCIUIaHTAT POrOBUIIBI MTOCIIE UPUAOTOMUU TTIOMECTHIIN B JIOKE PEIH-
nueHTa U GUKCUpoBaiIu 4 y3J0BbIMU U HenlpepblBHBIM miBamu HelstoH 10.0. [Tocneonepa-
IIMOHHOE TeueHue He ocioxkHeHHoe. [Ipu Bemucke: octpota 3penus OJ1=0,1n/xop. ['ma3
CIIOKOWHBIN, POrOBUYHBIN TPAaHCIIAHTAT MPO3PAUHbIH, (PUKCUpOBaH Xopolno. JlaHHbIe Hc-
CJIEZIOBAaHMI B MOCIICONEPAIIMOHHOM NIEPUO/I€ IPUBEACHBI B Ta0IHIIE 1.

Ta6u. 1. CpaBaenue nokazarteneit ODoctpotsl 3penust u OKT no u nocne onepanuu.

Octpota 3peHus

HeHTp aJIbHadg TOJIIWHA pOTrOBH-
bl

MECSIICB)

Jo oneparuun OD = 0.06 n/xop 993 mxM
[Tocne omepanuu (npu BeiUc- | OD = 0,1 H/KOP 807 MKkM
Ke)

IMocne omepamuu (cryetss 6 | OD = 0.1 H/kop 750 MM
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Puc. 3 - EI/IOMI/IKPOCKOHI/ILIGCKEUI KapTWHa IpaBoro riasa maguCHTKU IMOCJIC OIICPATUBHOI'O JICHCHU A

Cornea thickness map (um) Analysis table
[um] Thickness
Minmum cornea thickness:
Maomum comea thickness: 2
SN Minumum - May 2
837 Zonal analysis
2/4mm
N-m: <38 m
;'Irm 148 um
T 879 807 876 N TN =
101

P
10P Correction = 11,38
AIOP = 10P - 11,38 =

709 ;gmmme 10P measured + 10° Correx
Correcton = 0.045 =
837 IN (554- )
Pneunotonometry Correcton based on expe
vabes, not dincal use.

Dlameter: 2/4 s Value: Average

Puc. 4 -OKT poroBuiisl mpaBoro riasza maiMeHTKy MOCIe ONEPATUBHOTO JI€UEHUS

Hecmotps Ha TO, 4TO pOroBHYHBIN TPAaHCIUIAHTAT ITpo3padeH, 1o naHHeiM OKT ero
CTPYKTYpa HE OTJIMYAETCS OT HOPMAJIbHOM, LIEHTPaJIbHAsl TOIIIMHA POrOBUIIbI PEBBIIIAET
HOpMaJbHble 3HaueHMs. [Ipu CKBO3HOI KeparoruiacTuke, Kak Obl MI€aJbHO OHA HE OblIa
IIPOU3BEIEHA, OCTAETCSI BO3MOXKHOCTh NPOHUKHOBEHUS Biaru I1IK B ctpomy poroBuiibl ye-
pE3 paHEeBOM KaHAl MEXAY POTOBHIIEHW IOHOpA M perunueHTa. IlaroreHernyeckn opueH-
TUPOBAHHBIM CIIOCOOOM JIEUECHHUS SIBIISIETCS ILI€JICHANPABIEHHAs 3aMeHa IMaTOJIOTHYECKU
W3MEHEHHBIX CJIOEB POTrOBULIBI - SHAOTENNAIbHAS KEPATOILUIACTHKA.

[Ipu uccnenoBanuu obpasnos JIHK, nmonyueHHsix ot nmpobaHaa u ee MaTepu MeTo-
JIOM BBICOKONPOU3BOJUTEIBHOr0 cekBeHnpoBanus Ha 6aze PHIIL[ «Matb u nuts» y na-
[IUEHTKH ObUIN BBISIBJIEHBI J1Ba ATOI€HHBIX BAPUAHTA, SBJISIOLINXCS BEPOSTHOW IPUUMUHOM
3aponeBanus, B reHe SLC4All B 6 »o3kx3oHe u 17 wunTpoHe: c.733 734delAT
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(p.lle245LeufsTer28) u ¢.2321+1G>A. Myrauuu B rene SLC4A11 B TOMO3UTOTHOM H
KOMIIAyH/THOM TE€TEPO3UTOTHOM COCTOSHUM OIHCAHbl Yy MAalUEHTOB C BPOXKIACHHOUN
HACJIEICTBEHHOW YHIOTENHAILHON TUCTPO(UEH POTOBUIIHI U SHIOTEINATBLHON JUCTPODU-
el pOTrOBHIIBI C TIEPIETITUBHON TYrOyXocThio (c-M XapOoiisiHa). PekomeH10BaHa KOHCYITb-
Ttaiusl cypuonora, JIOP-Bpaua. BoisiBieHa JBYCTOPOHHSISE HEMPOCEHCOPHAsE TYTOYXOCTb.
YuuThIBasi CBOKYIHOCTh KJIMHUKO-T€HETUYECKUX MCCIIENOBAaHUN JI€BOYKA CTPAJaeT 3HO-
tenuaabHOM quctpoduei porosuilsl Ol 1 OC ¢ nepuenTuBHON TYroyxocThio (c-M Xap-
ooiistHa). (3).

Ha ceronusamnuii neHp Hanbosee pacnpocTpaHeHa B MUpPE KiacCUUKAIUs JIHUC-
Tpo(duii, B OCHOBE KOTOPOU JIEKUT aHATOMUYECKUI MPUHIMUII B COOTBETCTBUU C HauboJee
MOBPEXKICHHBIM CJIIOEM POTOBOIl OOOJIOUKHM TJla3a: SMUTENUN, CTPOMa WU DHAOTEIH.
Omnpenenensl kateropuu (C) yucinamu ot 1 10 4, KOTOpbIE OTpa)xkaloT YpOBEHb J0Ka3a-
TEIbCTB, MOATBEPIKIAIONIMX CYIIECTBOBAHUE JaHHON KOHKpEeTHOM nuctpodun. Hambomee
M3Y4YEHHbIE AUCTPOGUU OTHOCATCA K KaTeropuu 1. DTO 4ETKO onpenesaeHHbIe TucTpoduu
pPOrOBUIIbI, T/I€ T€H KAPTUPOBAaH, UAECHTU(ULIHUPOBAH U U3BECTHBI creuupuyecKkrue Myra-
. TakuM o0pa3oM, y AEBOYKH YETKO ONpejesieHHas BpOXK/ICHHAsl HACJI€ACTBEHHAs H-
norenuanbHas auctpodus porosuubl Ol u OC kareropuu 1 (4).

VY maTepu mauuMeHTKH BbIsABIeHAa MyTauus ¢.2321+1G>A B rerepo3uroTHoM cocTo-
saauu B 17 untpone rena SLC4A11. Myranuu B rene SLC4A11 B reTepo3uroTHOM COCTO-
SITHUM OIKCAHbI Y MAIMEHTOB C dHJ0TENuanbHON nuctpodueit porosunel dOykca.(5) Mawme
neBodku 30 jeT, B HacTOsALIEE BpeMs Yy HEE MATOJIOTMU CO CTOPOHBI OPraHa 3pEHUS HE BbI-
SBJICHO, OJTHAKO YYBCTBUTEJIILHOCTh POTOBHUIIBI HA O0OMX TJla3aX CHUYKEHA.

[TpuanHON TATONOTHH SBISIETCS NSPUITUT DHIOTENHSI POTOBHIIBI, YTO BEJET K aHO-
Manuu JlecriemeroBoit MmemOpansl (JIM) 1 B KOHEYHOM UTOT€ HACTYIAaeT CTPOMAJIbHBINA U
AIUTENHANBHBIN oTeK. [lo BIUsSHUEM reHeTHYecKux (pakTopoB, FIHAOTENHAIBHBIE KIETKH
npuoOperaroT Mopdosoruto u GyHKuuu GuOpPoOIaCTOB U HAYMHAIOT BhIpaOaTHIBATh KOJ-
JareHoBble (PUOPUILTBI U BELIECTBO, aHAJIOTMYHOE 0a3aibHOM MeMOpaHe, TPUBOJIA K MATH-
cinoitHoctu [IM u ee yrommenuto. [lanueHTs! ¢ 3HI0TENHATBLHON AUCTPOPHUEH KATYIOTCS
Ha TUIOXOE 3pEHUE 0 yTpaM, HO UMEETCS TEHICHIIUSA K YIYUYILICHHUIO Yepe3 HECKOJIBKO Ya-
COB. DTO CBA3aHO C JAJIbHEUIINM HapylieHneM (YHKLIHMH SHIOTENUs U3-3a THUIIOKCHH PO-
TOBUIIbI, KOTOpas MPOUCXOJINUT B YCIOBUSX CHA C 3aKpBITBIMH I1a3amMu. Kpome Toro Bo
BpEMsI HOYHOT'O CHA HET MCIIAPEHHUS BJIATH C MTOBEPXHOCTH POTOBHIIBL, M BJlara HAKarjuBa-
ercst B poroBuule. [Io Mepe rubenu HOBBIX SHIOTETHAIBHBIX KJIETOK 3pEHUE MOCTOSHHO
ocTaercs CHWXEHHBbIM. [IpuunHOiil oTeka sBIseTCS MEUICHHO Mporpeccupytomiee Gopmu-
pOBaHME KAIUIEBUIHBIX O00pa3oBaHMU (TYTT) MEXAY SHAOTenueM poroBuubl u JM [6].
[Ipu HOpManbHOM (PYHKITMOHHUPOBAHUU DHIIOTEIHAIBHBIX TTOMI MOJIEPKUBAETCS TTOCTO-
SHHOE TMHAMUYECKOE PAaBHOBECHE MEXAY IMPUTOKOM KUIKOCTH B CTPOMY YE€pE3 dHIOTE-
JUaNbHBIA Oapbep M MOCTYIUIEHUEM BOJIbI OOPATHO B MEPEAHIOI KaMepy MO TPagUueHTy
OCMOTHYECKOTo JaBiieHuss. OCHOBHas 11eJib META00IMUECKUX MOMIT HAPABUTh JBUKEHUE
BOJIbI COBMECTHO C TOKOM HaTpHsl U3 CTPOMBI B IEPEIHIOIO KaMepy.

BoiBoabl: 1. COBOKYITHOCTh KIMHUKO-TEHETUYECKUX MCCIIEIOBAHUN TAa€T BO3MOXK-
HOCTb IOCTaBUTh MPABWIbHBIM AHArHo3; 2. TakThka JUAarHOCTUKHU M JaJbHEWIIEro Beze-
HUSl TAIMEHTOB C HACJIEACTBEHHBIMH IUCTPOMUSIMH POTOBHUIBI MMEIOT 3HAYUTEIIbHBIC
TPYIHOCTH M3-32 PAHHETO MOSBICHUS KaAJI00 U MPOSIBICHUS CUMITOMOB, CTEPTON KIMHU-
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YECKOUM KapTHUHBI, YTO YCIOXKHAET Au(depeHIInaIbHy0 JUarHOCTUKY. PeruauBupyroiue,
0O0JIE3HEHHbIE 3PO3MM POTOBUIIBI Yy JAETEM HEpPEIKO MPUHUMAIOT 32 PElUIAUBUPYIOLINN
JCHAPUTHBIN KEpaTUT Wi OYyJUIE3HYIO KepaTomaThio. BapuaHT ¢ HaCJIEeICTBEHHOW IHC-
Tpoueil poroBuIlbl YaCTO HE pacCMaTpPUBAETCS HM3-3a MPEICTaBIICHUS O OoJiee MO3IHEM
CpOKe ee pa3BUTus U 0oJiee 100pPOKAYECTBEHHOM TEUCHUH.
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