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1]eav pabomsr — onucanue KAuHUECK020 CAYHAS NayUeHma c 8podxcoennoil eraykomoil (BI) u mymayuamu 6 eene CYPIBI ¢ yuemom
ananuza oanHvix aumepamypol. Mamepuaavt u memoost. Kpome cmanoapmuozo 0pmanbmMono2u4ecKoeo 00caedo8anus, NayueHmy npo-
6eau 21eKmpopusuosoeutecKoe uccaedosanue (3pumenbHole 8bi36AHHbIC NOMEHYUANbL HA 8CHBIUKY, MYAbMUPDOKANHAS U pUMMUYECKas
aneKmpopemuHozpagus), homopecucmpayuio 2A1a3H020 OHA U MOAeKYAAPHO-2eHemuyeckoe uccaedosanue eena CYPI1B1 ¢ 6eno3noil kposu
MEemoooM NPAMO20 A8MoMamu4ecko2o cekgenupoeanus no Coneepy. Pesyabmamoi. [Ipedcmasnen kaunuueckuii cayyaii BI'y pebenka
¢ panneil (¢ poxcoenus) manugpecmayueii, Ha MoMeHm 06c1e008aHUs 8 DaneKo 3auteduteil cmaduu (6 eospacme 2 2oda 6 mec). Boisgaenvi
BbIPANCCHHBIE KAUHUKO-(DYHKUUOHAAbHBIE U CMPYKMYPHbIE USMEHEHUS CO CIOPOHbL 2143,  MAKJICe U3MEHEHUS 3AeKMPODUIU0N0SUHECKUX
nokazameneii. B eene CYPIBI o6Hapysicenvl panee onucannvle NAmo2eHHble 6apuanmol HykaeomuoHoi nocaedosamensuocmu 1330C>T
(p-Arg444*) u c. 1405C>T (Arg469Trp) 6 komnayHo-eemepo3ueomuom cocmosuuu. 3axaronenue. Taxcecms Kaunuuecko2o meuerus BI'
6 ONUCAHHOM KAUHUYECKOM CAy4ae npeonoaodcumensto odycioeiena mymavuamu 6 eene CYPIBI1. CeoeapemenHblil MeNCOUCUUNAUHADHYIT
n00x00 K duazHocmuie A6A51emcs KAI04e8biM 045 YCHeUWH020 AeHeHUs 2AaYKOMbL Y Oemell.

KimoueBble cj10Ba: BpoxaeHHas rjaykomMa; reHetuka; CYPIBI

KonhmkT naTepecoB: OTCYyTCTBYET.
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WM METOMIaXx.
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Purpose. Description of a clinical case of a patient with congenital glaucoma and mutations in the CYP1B1 gene, taking into account
the analysis of literature data. Material and methods. The following methods were used to examine the patient: standard ophthalmological
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examination, EPI (VEP for flash, mERG and rERG) and fundus photoregistration, molecular genetics study of the CYPIBI gene. DNA
research was carried out by the method of direct automatic sequencing according to Sanger (the biomaterial was used — venous blood). Re-
sults. The article describes a clinical case of congenital glaucoma in a child with an early (from birth) manifestation of glaucoma, a distant
stage at the time of examination, at the age of 2 years 6 months. Revealed pronounced clinical, functional and structural changes in the eyes,
as well as changes in electrophysiological parameters. The previously described pathogenic variants of the nucleotide sequence 1330C> T
(p-Arg444 *) and c. 1405C> T (Arg469Trp) in heterozygous states were found in the CYPI1BI gene. Conclusion. The severity of the clinical
course of congenital glaucoma in the described clinical case is presumably due to mutations in the CYP1BI gene. A timely, interdisciplinary

approach to diagnosis is key to successful treatment of glaucoma in children.
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IMepBuuHas BpoxneHHas riaykoma (ITBI') — penkoe
U TSXKeJ0e TeHeTUYeCKH reTeporeHHoe 3ab0yieBaHue, KOTOPOe
TPUBOJMT K CJIETIOTe U CJ1a00BUIEHHUIO MPU HECBOEBPEMEHHOM
U HEeIpaBUJIbHOM JieueHUU. B O0JIbIIMHCTBE ciiydyaeB 3a00J1eBa-
HMe MaHUGbECTUPYET Ha TTEPBOM I'O/1y XKM3HU, HO BOBMOXKHA U OT-
cpoueHHas MaHubecTanus. YacTora BbISIBIEHUS B PA3TUYHBIX
peruoHax Bapbupyet oT 1:1250 no 1:38 000 HOBOPOXIECHHBIX.
OHa 3HauuTebHO Bbillle Ha biaukHem BocToke 1 B Tex crpa-
Hax, TJe paclpoCTpaHeHbl 0JIM3KOPOACTBEHHbIe Opaku [1, 2].
ONuaeMHUOIOTMUeCcKMil aHaIu3 MoKa3aa MopaxeHue npe-
HMMYILECTBEHHO MYXUMH, KaK B 3aMalHbIX, TaK U B a3UaTCKUX
cTpaHax, — 65% |2, 3]. 3aboJjieBaHue Yalle BCEro HOCUT CITOpa-
JIMYEeCKUi xapakTep, mpu 3ToM oT 10 10 40% ciy4yaeB SIBISIOTCS
reHEeTUYECKU 00YCIOBICHHBIMMU |1, 2].

B ocHoBe nmaToreHesa IeXXUT HeOpa3BUTUE CTPYKTYD yriia
nepenHeit kamepbl (YITK) — M30aupoBaHHbBIM UPUIOTOHUO-
JIMCTeHEe3, KOTOPbII 3aTPYAHSIET OTTOK BHYTPUTIA3HOM KUIKOC-
TH, YTO MPUBOJUT K MOBBIIIEHWIO BHYTPUTIA3HOTO JAaBICHUS
(BT'H), ¢ manbHeHIIMM U3MEHEHUEM CTPYKTYp Tjla3a U pa3Bu-
THEM IJIAYKOMHOI OnThuYeckoii HeiiponaTuu [4, 5]. [To cpokam
Mmanudecranuu [BI penutca Ha: HeoHaTaiabHylo (0—I1Mec),
nHpaHTUWIbHYI (1—24 Mec) U OTCPOYEHHO MaHUMECTUPYIO-
myo (> 24 mec). Uem OoJiee BbIpakeHbl U3BMEHEHUS B MYTSX
OTTOKA, TeM paHbllle HACTymaeT MaHudecTalus mpoiiecca, yTo
B CBOIO ouepe/ib onpeaesier 6ojee HeOaronpusiTHbINA IPOrHO3
U cHUXKaeT 3(PDeKTUBHOCTD JiedeHUs. B HeKOTOphIX paboTax
ONUCaHbI FfeHO-(EHOTUTTNYECKHE KOPPEISILIUU U MEXKCeMEMHbII
KJIMHUYECKHU moaumMopdusM. B yacTHOCTH OTMeUeHO, UTO T
¢ I[IBI" u myrauusimu B reHe CYPIBI uMetoT 6osiee TsKeaoe
KJIMHUYECKOE TeueHue [6—8], omHaKo B Apyrux paboTax TaKoi
3aKOHOMEPHOCTH He BbIsiBJieHO [9—11].

Hawubosee pacrpocTpaHeH ayTOCOMHO-PELIECCUBHBIIN TUIT
HaciaenoBaHus [1BI°, HO Takxke omucaHbl cilyyad ayTOCOMHO-
NIOMUHAHTHOTO HacjenoBaHus. [1BI aBisieTcs reHeTUyecku
reTepOreHHoOi, B ee pa3BUTUU MPUHUMAIOT yUacTHe aTOTeHHbIe
u3MeHeHus B paznuuHbix redax: CYPIBI, LTBP2, TEK, FOXCI,
MYOC, GPATCH3[1, 2, 6, 12—16]. CemeiiHble (POPMBI UMEIOT
BapuabenbHyio akcrpeccuio B 40—100% caydaes [1, 2].

AyTOCOMHO-pelieccuBHbIe MyTaluu B reHe CYPIBI aBnsi-
I0TCSl HauboJ1ee pacrpoCTPaHEHHOM MPUYMHON pa3BUTUSI CEMETi -
Hoii (popmbl [1BI', 0c0OGEHHO B CeMbsIX ¢ 61M3KOPOACTBEHHBIMU
o6pakamu. Bo Bcem mupe uneHTuduimposato 6osee 500 pas-
JIMYHBIX BApMAHTOB MyTalluii B 9ToM reHe [17]. Myraiuu reHa
CYPIBI aBAS10TCST 9TUOIIOTMYECKUM (haKTOPOM pa3Butust 87%
cemeitHbix ciyuyaeB I1BI [1]. [To nanHbiM S. Abdolrahimzadeh
u coasT. [1], B 27% cnopanuyeckux ciaydaeB [1BI' obHapyxe-
Hbl MyTallUM UMEHHO B 3TOM reHe. VX yacTtoTa 3HAaUMTEJIbHO

BapbUpYyeT B 3aBUCUMOCTH OT 3THUYECKOM MPUHAMJIEKHOCTH.
HoxkazaHo, uro 6e10ok CYP1B1 yyacTByeT B pa3BUTUM MIEPEIHETO
CerMeHTa riasa, B YaCTHOCTU B pa3BUTUU U (PYHKIIMOHUPOBA-
HUM TpaOeKyJsIpHOI ceTU B MEPUOJ pocTa ruioaa, Jubo yepes
cyocTpat, 11bo yepe3 MeTaboJIUT, MOJTYYEHHbBIN B pe3yabTaTe
ero pepMeHTaTUBHOTO AciicTBus [18]. B momasisitoiiemM 60Jib-
muHcTBe caydaeB [1BI' B pa3iuuHbBIX MOMYISLIMIX BbISIBIS -
10TCs crienuduyeckue s KOHKPETHOM MOMyJsiuyd MyTaluu
CYPIBI [10]. Myrauuun CYPIBI B penkux ciiy4asix MOTYT
COYeTaThCsl C PSIAOM APYruX (hDeHOTHUIIOB, BKJIIOYASl IMCTeHE3
MepeaHero cerMeHTa rasa, anomanuio Iletepca, cuHapom Ak-
ceHpenpaa — Purepa, I0OBEeHWIbHYIO OTKPBHITOYToJibHYI0 (OYT)
u niepBuuHyto rinaykomy (ITOYT) [1, 2].

B Hacrosiiee BpeMs i morcka myrainuii B rene CYPIBI1
HCIIONB3YETCs CeKBEHUpOBaHUe 1o CaHTepy, OAHAKO, YIUTHIBAs
reHeTu4ecKyto rereporeHHocTh I1BI, mpu oTcyTCTBUM M3MEHe-
Huit B CYP1BInpoBoAsT MOJHO2K30MHOE uccieaoBaHue [19].

Kaunuveckuii cayuaii. Peberox U., 2 rona 6 Mec ¢ IUarHO30M:
«OU — BpoxIieHHas1 1aJIeKO 3allie/Iasi HEKOMIIEHCUPOBAHHASI I1ay-
KoMa». [TalimeHTy BbIMOTHEHO KOMILIEKCHOE PYTUHHOE, THCTPYMEH-
TaJIbHOE 1 (DYHKIIMOHAIBHOE O(DTATbMOJIOIMYECKOE 00C/IeI0BaHIE.

AHaMHe3 XU3HU: peOSHOK OT IepBOil 66peMEHHOCTU, POIbI
B CPOK, Macca npu poxaeHun — 3060 r, HeoHaTaIbHbBINA TEPUO
6e3 ocobeHHocTeil. PocT 1 pazBuTre pedbeHKa — B COOTBETCTBUU
¢ BO3pacTHbIMU HOpMamu. B 1 TpumecTpe 6epeMeHHOCTU MaTh
npobanaa nepeHecia OPBU, tepanuio He mosydana. OTel v MaTh
COMAaTUYECKHU 310POBbI, O(PTATbLMOIATOJOTUU HE BBISIBIEHO.
HacnenctBeHHbBI aHaMHE3 He OTSITOlIeH. BIM3KOpoaCTBEHHBIX
OpakoB B ceMbe He 3a(hMKCUPOBAHO.

AHaMHe3 3a00J1eBaHUSI: MAaTh C POXKIEHUS 3aMeTUIa YBEJIM -
yeHue 00OUX IJ1a3 B pazMepe, OMHAKO MPU OCMOTPE B POTUIBHOM
JIoMe TJa3HO# maTojJoruu He BbIsiBJeHO. C 4 Mec MOSIBUJIOCH
TOMYTHEHUE POTOBUIIBI MPABOTO IJ1a3a, MO0 MECTY XXKUTEIbCTBA
MOCTaBJIEH IMAarHO3 «yBEUT» U MPOBEJEH KYpC KOHCEPBATUBHOIM
MPOTUBOBOCIAJUTENbHON Tepanuu — 0e3 MOJOXUTEIbHOU
nuHaMmuku. B 7 mec mocjie moBTOpHOro oo6caenoBaHus MO-
ctaBieH nuarHos3: «OU — BpokaeHHas rjiaykoma», Ha3HaueH
MeIMKAaMEHTO3HbII pexkrM. B Bo3pacrte 2 roga 5 mec B CBSI3U
¢ nekommneHcanueit BI'Jl MmenrKkaMeHTO3HbIN pexKM ObLI yCUJIEH,
U peOeHOK ObLI HarlpaBjieH Ha KoHcyabTauuio B DI'BY HMUI]
I'b um. 'enbmrosblia.

Ha momeHT 06paliieHust Ha OCHOBAaHWU IaHHbIX aHAMHE3A,
2Kaj00 1 pe3yJbTaToB KIMHUUYECKOTO 00CIe0BaHMsI TTOCTABIEH
nuarHos: «OU — BposkieHHas JajleKo 3alieaiias HeKOMIEHCH-
pOBaHHas rJIayKoMa».

Octpora 3peHusi: OU — npeameTHoe 3peHue ¢ 1 M
(Vis < 0,01). I'naza criokoiiHbl, poroBuiia rpo3padyHasi, yBeu-
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PucyHok. [nasHoe oHO nauyeHTa C NePBUYHON BPOXAEHHOM r1aykoMomn (aTpodus 3puTesbHbIX HEPBOB, COBUI COCYAMCTOrO Nny4yka B BUCOYHYIO
CTOPOHY)
Figure. Ocular fundus of a patient with primary congenital glaucoma (atrophy of the optic nerves, shift of the vascular bundle to the temporal side)

yeHa B pasmepe (OD = 14,5 mm, OS = 13,5 MM), eqMHUYHbIC
TPEIIMHBI AeCIIEeMETOBOM MeMOpPaHbl, JTOKAJIbHOE dHAOTEM -
aJbHOE TTOMYTHEHHE B MapaoNTUUECKOI 30He, JUMO PacTIHYT
(OD = 2,0 mm, OS = 1,5 mm). Panyxka cybatpoduyHasi, pu-
CYHOK CIVIaKEH. 3pauoK KpYyIJiblii, B LIGHTPE, IUAMETP — 3 MM,
peakiusi Ha CBET cOXpaHeHa. XpyCTaJuK MPOo3payvHblii, CTeK-
JIOBUJIHOE Tesio cTpyKTypHOoe. ['mazHoe aHo: JI3H ToranbHO
OJieqHbIA, CyOTOTa/IbHAS TJIAyKOMATO3Hasl dKCKaBallusl, CABUT
COCYIMCTOTO My4YKa B BUCOUYHYIO CTOPOHY, COCYIbI CYKEHBbI,
MaKyJISIpHBIN pedJiekc criaxeH, nepudepus 6e3 maroaoruyec-
KMX U3MeHeHU# (pucyHoK). [OHMOCKOMMSI: TOHUOAUCTEHE3
Il crenenu (mepeaHee NpuKperUieHUE paayXKu, TpabeKyJI0a1c-
reHe3), 0CTaTKU Me30AepMalbHOM TKAHU 10 BCEil OKPYKHOCTH.
Astopedpakromerpus: OD — c¢ -3,00 antp, uwr -2,00 aoTp,
ocb 80°, OS — ¢ -2,25 anTp, uma 1,00 anrp, ock 115°. BT,
OD = 27,2 MM pr. ct1., OS = 23,1 MM pT. CT. (METOJOM TOYECU-
HOI1 KOHTaKTHOI ToHOMeTpuM). Pazmep a3 no gaHHbIM Y3U:
OD = 25,2 mm, OS = 25,5 mm. Ilo pesyabTaTam ornpeaeieHust
3PUTEIbHBIX BbI3BaHHBIX MoTeHUMal0B (3BI1) Ha BCIbIIIKY
000UX TJ1a3 3apeTMCTPUPOBAHO CHUKEHUE aMILIUTYIbI TMKOB,
OJTHAKO JIATEHTHOCTD B TIPe/ieIax HOpMaIbHbIX 3HaUeHM1. O0111as
snekTpopeTrHorpamma (DPI7) mokasbiBaeT CHUXKEHUE aMILI-
Tyabl b-BoJiHBI, puTMudeckast DPI" — B mpeneiaax HopMaabHbBIX
3HAUECHUMN.

CeMbsl HaTlpaBJieHa Ha IpueM K Bpauy-reHeTuky B @TBHY
«MTI'HLl» ns1 yrouHeHUsI KIMHUKO-TreHeThndeckoi ¢gopmbl [1BT.
[IpoBeneHo MoJeKyJIsIpHO-reHeTuYeckoe obciaeaoBanue. [lpu
KCCeI0BaHMM OMoMaTepuasia (BeHO3Hasi KpOBb) METOIOM IIpsi-
MOTr0 aBTOMaTUYECKOTO CEKBEHUPOBaHUs 1o CaHrepy B 9K30HE
3-ro reHa CYPIBI oGHapyXeHbl paHee ONMKMCAaHHbIC MATOreH-
HbIe BapUMAHThl HYKJICOTUIHOM nocaenoBareabHoctu 1330C>T
(p.Argd44*) u ¢.1405C>T (Argd69Trp) B KOMITAyHA-TeTEPO3M-
rotHoMm cocrossHuu. HoHceHc-mytanus 1330C>T (p.Argd44*)
BcTpevaeTcsi ¢ yactoroit 0,0002, mucceHc-myTanus ¢.1405C>T
(Argd69Trp) — c yacrotoit 0,00005, orrcaHbl IPU AHOMATUSIX
DPa3BUTUSI TIEPEIHETO CErMEeHTa I1a3a U BPOXKAEHHOM IllayKome.

B cBs3u ¢ nekomneHcanueii BI'JI mpaBoro rjia3a Ha MaKCH-
MaJbHOM TMIOTEH3MBHOM PEXMME MTPOBEACHO XUPYPIrUUeCcKoe
neyenre OD — cunyctpabekyiaskromus (CTD). B neBwlit 11a3
Moao0paH rMMNOTeH3UBHbBIN pexXuM. PeOGeHOK BbIMMCaH ¢ KOM-
neHcupoBaHHbiM BI'I] Ha OU.

Bamnpene 2020 r. B cBsi3u ¢ gekomrieHcanueit BI'J] moBTopHO
nposeaeHa CTD Ha OD. [Is OLIeHKM COCTOSIHUSI B IMHAMUKE

OblIa Ha3HaYeHa MOBTOpHAas rocnuTtaiusauus B uwose 2020 r.
[NalMeHT Ha TOCTTMTAIM3ALINIO HE SIBUJICS.

SAKIIOYEHUE

YuuThiBask KIMHUYECKYIO KAPTUHY 3200J1eBaHUS U HAJTMYME
JIBYX OTIMCAHHBIX paHee NaTOreHHbIX MyTauuii B rene CYPIBI,
MOKHO TPEANOJ0XUTh, YTO UMEHHO OHU MPEAOTPEAesIOT
TSKECTh KIMHUYECKOTO TeYeHUsT BCSACTBUE MEPBUYHOTO IMC-
reHe3a YIIK. [laHHbI/ reHeTUYeCKUIA BapraHT (PEHOTUITNYECKU
nposBisiics paHHei MaHudecTtanumeit [1BIN (K MoMeHTY poxie-
HMS1) ¢ BBIPAXXEHHBIMU CTPYKTYPHBIMU HApYIIEHUSIMU B MYTSX
OTTOKA BJIarW, pacTsKeHUEM IJla3a ¢ yBeJMYeHUEeM AuaMeTpa
DPOTOBUIIbI U NepeHe-3aHEN OCH, a TAKXKE PE3KUM CHIDKEHUEM
3peHUsI BCISACTBUE KOMILIEKCA MPUYMH: aTpO(G U 3pUTETHHOTO
HepBa, TPEUIMH ECLEMETOBOI MeMOpPaHbI, JTOKAIbHOTO HAO-
TEJIMAJIbHOTO MOMYTHEHHUSI POTOBUILIbI, AMETPOIIUU CPEAHEN
CTEeIeHU, a TakXke OBICTPBIM MPOrpecCUpOBaHUEM Ipoliecca.
B nmpuBegeHHOM KJIMHUYECKOM ciyyae HeOJaronpusiTHbIM
MPOTHO3 IO 3pUTEIbHBIM (DYHKIIMSIM OOYCJIOBJIEH KaK paHHei
MaHMdecTalMei, TaK M O3IHe AMarHOCTUKOM riayKombl. [1pu
nuarHoctrke [1BI" HeoOXxonuM KOMILJIEKCHBI MEXAUCHIMILIN -
HapHbIii MOAX0, C MPUMEHEHUEM O(PTATbMOJIOTUYECKUX MHCTPY-
MEHTaJIbHbBIX, DYHKIIMOHATbHBIX U MOJIEKYJISIPHO-TEHETUUECKUX
MeTo/10B. CBOEBPEMEHHDBII KOPPEKTHBIN aJITOPUTM THMarHOCTUKU
MpefonpenesieT ycrexX Tepanuu riayKoMbl y AeTei.
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