160 XVI Bcepoccuiickas wkona opmanrbmonoza

HU3MEHEHMS B TEHE CRYAA ITPU BPOXJEHHOM KATAPAKTE
C MUKPO®TAJIBMOM N MUKPOKOPHEA.

Kanermes B.B.!, Bacunsesa T.A.!, 3unuenko P.A."2, Konosanos ®@.A.%, Bockpecenckas A.A.5,
Xnebuuxosa O.B.!, Mapaxounos A.B.'*

'®I'BHY «Meanko-reHeTHUECKUiT HAYIHBIH [[eHTp», MockBa, Poccust

2OI'BOY BO «Poccuiickuii HAMOHATBHBIN HCCIIEI0BATENbCKII MEIUIIMHCKAN YHUBEPCUTET HMCHU
H.U. Iluporosa», Mocksa, Poccus

3000 «I'enomen», Mocksa, Poccus

‘®I'BOY BIIO «MockoBcKuit GU3MKO-TeXHUIECKHH MHCTUTYT (TOCY/1apCTBEHHbIH YHUBEPCUTET)Y,
Joaronpynusiii, Poccus

SYebokcapckuit pumnan PT'AY « MHTK Mukpoxupypruu riasa um. akagemuka C.H. ®emoposa M3
P®d», Yeboxkcapsl, Poccus

BBenenne: Bpoxxnennast katapakTa sSBISIETCS YacTOM MATONOTHEH TJ1a3, KOTOpasl MpH-
BOJWT K HapyLICHHUIO 3pEHMS y AeTel paHHEro Bo3pacTa. 3a00sieBaHUE BCTPEUACTCS KaK
U30JIMPOBAHHOE, TAK M B COUYETAHUH C IIOPOKAMHU Pa3BUTHs opraHa 3peHus. Hannuue xiu-
HUYECKOTO TIOJIMMOP(H3Ma OCIIOXKHSAET YCTAHOBJIEHHE STHOJIOTMIECKOT0 KOMITOHEHTA.

Matepuasnsl u meToabl: Cembe u3 YyBamickoid PecriyOnmuku, B KOTOpoid mpodaHiom
SIBIISICTCS KEHIIMHA 27 JIeT, IPOBEJICHO MOJHOE OPTaIbMOIIOTHYECKOe 00CIe0BaHEe C
MIOCJIETYIOIIAM MOJIEKYJISIPHO-TE€HETHIECKHM aHaTH30M. O(PTanbMoIornueckoe 00cieno-
BaHHEC MAIMCHTOB BKJIHOYAIO OMOMHKPOCKOIHUIO, OPTaIbMOCKOIHIO, BU3OMETPHIO, ped-
PaKTOMETpHIO, 0(BTaIbMOTOHOMETpPUIO, 3Xorpaduio. [10IHOIK30MHOE CEKBEHUPOBAHUE
(IT3C) Beimoaneno Ha Illumina Next Seq 500. CexBenupoBanue 1o CIHTepy HUCIHONB30-
BaHO JUIS NOATBEP)KACHUS HalneHHOH MyTanuu. [TomymnsiuoHHOE HccienoBaHHE ObLIO
poBeeHo ¢ ucnonb3oBanueM [LP-TITJIPO.

PesyabTaThl: B pesynbrate odranbmosiorudeckoro oodcieaoBanus npodanaa 27 jer
BbIsiBIIeHB! Mukpodransm (II30 — 16 MM), MEUKpOKOpHEa (AHaMETp POTOBHLEI — 8 MM),
BPOXKJICHHAs TUIIOTIA3US PalyKKH, IBYCTOPOHHSS ahakus Ha (POHE paccocaBIICHCS BPOK-
JIEHHOM KaTapakKThl, TUIOIIa3us GoBea U IUcKa 3pUTENILHOTO HepBa. J{narHoctupoBaHa
BTOpHYHAs ICKOMIICHCUPOBAaHHAs IJIayKoMa, BTOpuuHbIid HucTarM. [19C npobaHna BbI-
SIBUJI HEOTIMCAHHYIO paHee OJHOHYKJICOTHIHYI0 3aMeHy B reHe CRYAA, B rerepo3urot-
HOM cocTosiHHH: €.521A>C, NpUBOAAIIYIO K ITOTEPE CTOI-KOIOHA U yIUIMHEHHIO OelKa ¢
C-konna (p.*174Serext*41). Myrauuu B rene CRY AA panee ObUIH BBISIBIICHBI Y MAIHCH-
TOB C BPOXKJeHHOM KartapakToil 9 Tuna (OMIM # 604219) B OCHOBHOM B I0XKHO-a3MaTCKUX
cTpaHax. ['eHeTHuecknii aHaIM3 00CIEIOBAaHHOM CeMbH MPOOaHIa yKa3blBaeT HA OTCYT-
CTBHE MYTAallMU y IPYTHX POACTBEHHHKOB. B pe3ynbraTe MOMyJSIMOHHOTO HCCIEI0Ba-
HUS cpenu Tpynibl U3 210 KOHTPOJIBHBIX XPOMOCOM TOTO K€ STHUYECKOTO IPOUCXOK-
JICHUsI TOA0OHOTO M3MEHEHHUSI TeHETHYECKOr0 MaTepuaina He BBIsBICHO. [IpoBeneHHbIH
KOMIUTEKCHBI KITMHUYECKUH U TeHEeTHIECKUI aHaIM3 YKa3bIBaeT Ha TO, YTO MYyTAIHs BO3-
HUKJIA de NOVO Ha OTLIOBCKOH XPOMOCOME.

BoiBoabi: KoMIIeKCHBIH KITMHUYECKUIH H MOJIEKYIISIPHO-TeHETHIECKHH aHaJH3 TI03BO-
JIMJ YTOYHUTH JMATHO3 M yCTAHOBHUTH 3THOJIOTHIO 3a00JIeBaHuUs. XapaKTep U3MCHEHHS B
r'eHE HAIPSIMYI0 KOPPEIUPYET C TSHKECTHIO KIMHUYECKOH KapTHHBI.

HccnenoBanne ObUTO YacTHYHO MojyiepkaHo rpantamu PODU 17-04-00288, 17-04-
00475; PH® 17-15-01051.





