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HacnepcteeHHan O¢TaﬂbMOJ’IOFVI‘-|eCKaﬂ natonornAa npeactasnAaeT coboli reHeTnYecKkn HEOAHOPOAHYIO rpynny 3aboneBaHunii, KOTO-
pble NpPoABNAKTCA nmbo Kak N301NPOBaHHOE MMa3Hoe paCCTpOVICTBO, NM60o Kak CMNTOM HacNeaCTBEHHbIX cMHgpomos (XpOMOCOM-
HbIX U MOHOTEHHbIX). [narHocTnyecknin nouck B HEKOTOPDbIX C/lyHaax HacneaCcTBEHHOM O¢TaﬂbMOJ'IOI'VILIeCKOVI naToJIornm MoxeT
6bITb TPYyAOEMKM N AOPOroCTOALLNM. Hanbonee cnoxHas CUTyalnA BO3HUKAET B CilyYae I'IpOﬂ,OJ'I)Ka}OIJ.I,EVICH 6epeM€HHOCTVI n
HeobxoanmMocTr ﬂ,OpOﬂ,OBOVI LAVArHOCTUKW. B HacToALem coobuieHnn paccMoTpeHa Heob6xoaNUMOoCTb CBOEBPEMEHHOIO NprMmeHe-
H/A METOAO0B BbICOKOMNPOMN3BOAUTESIbHOIO CEKBEHNPOBAHUA (BNQC) B O¢TaJ’IbMOF6HETVI‘-IeCKOVI NpaKkTunke. CXOXeCTb KNMMHUYECKNX
I'IpOﬂBJ'IEHVIVI HacnefCTBEHHOMN O¢Ta)’|bMOI’IaTOJ'IOFI/IVI 3aTpygHAeT BepVICI)VIKaLI,VIIO KOHKPETHbIX HO30N0rm4yeCcknx d)OpM. B cnoxHbix
canydanx, Kak npenctaBnAaeTcs, BMNC asnaetca metogom Bbl60pa, N 3TO MOXeT CyLeCTBEHHO YCKOPUTb NOCTaHOBKY TOYHOIo Ana-
FHO3a 1 OLEeHKY reHeTu4eCcKoro prcka B cembe.
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On the issue of timely application of high-throughput sequencing in ophthalmogenetic practice

Marakhonov A.V., Vasilyeva T.A., Mishina I.A., Repina S.A., Garifullina S.A.,
Shagina O.A., Vasserman N.N., Kutsev S.I., Kadyshev V.V., Zinchenko R.A.
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Inherited ophthalmological pathology is a heterogeneous group of diseases that manifests itself either as an isolated eye disorder
or as a symptom of hereditary syndromes (chromosomal or monogenic). Thus, diagnostic search in some cases of ophthalmologic
pathology can be laborious and expensive. The most difficult situation may arise when antenatal diagnosis is required during the
ongoing pregnancy. In the present report the necessity of timely application of high-throughput sequencing methods in ophthal-
mogenetic practice is considered. Polymorphism of inherited ophthalmologic pathology may seriously hinder making an accurate
diagnosis and make it time consuming and expensive. In complex cases, HTS appears to be a method of choice, and it can signifi-
cantly speed up diagnosis confirmation of and genetic risk assessment.
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KPATKWE COOBLLEHNA

PYIXOJ BBICOKOITPOM3BOAUTEIEHOTO CEKBEHMPOBA-
Hus (BITC) B KIMHUYECKYIO TPAKTUKY MPUBEI K U3-
MEHEHUIO TIapauTrMbl B TMarHOCTUYECKOI OIICHKE

MalMEeHTOB C MOJ03PEHUEM Ha peKue reHeThyeckre 3a60-

neBanus [1]. Tem He MeHee, ero MpUMeHeHUe B KJIMHUYe-

CKOW MPaKTUKE BCE €IlIe OCTAeTCs HE CIUILIKOM IIMPOKUM,

3a4acTyIO B CHJTy IPUYMH, HE CBSI3aHHBIX C KITMHUYECKON He-

00XOIMMOCTBIO, TAKMX KaK BCE €116 OTHOCUTEILHO BHICOKAsI

CTOMMOCTb MCCTIEIOBaHUSI, a TAKKE BPEMEHHBIE 3aTPaThl.

ITo nanubsiM BO3 nons HaciencTBeHHBIX 3a00JeBa-
HUI TJ1a3 B CTPYKTYpe O(PTaIbMOOTMYECKO TTaTOJIOTUM
cocTaBiisieT He MeHee 35%, oHu npuBodaT B 65—70% ciy-
yaeB K MHBAJIMTHOCTHU. MccaenoBaHusT HaCIeICTBEHHOM
o(TaIBLMOIIATOJIOTUY 3aTPYAHEHBI BBUIY IIIUPOKOM Te-
HETUYECKOI reTepOoreHHOCTH (aJIeJIbHOM, JIOKYCHOM)
M BbIPaXK€HHOTO KJIMHUYECKOro nojuMmopdusma [2,3].
ITpu Bceit 04eBUIHOCTH OCHOBHOTO HANPaBUTEIHHOTO
IMarHo3a 3abojeBaHus, 00yCJIOBAEHHOTO BapuaHTaMU
HYKJICOTMIHOM MOCJIEIOBATEIbBHOCTA B KAKOM-TO OTHOM
reHe, HeoOXOIMMO BCETAa paccMaTpUBaTh BOBMOXKHOCTh
HaTpaBJICHUS TTAalIMeHTa Ha TTOJTHO9K30MHOE CEKBEHUPO-
BaHUE B Ka4eCTBE MIEPBOTO I1ara TMarHOCTUKH.

Ienb: MpoBeCTH MEIMKO-TEHETUYECKOE KOHCYIbTH -
poBanue u JIHK-1uarnoctuky HanpapineHHoii B ®T'BHY
«MTI'HI» cembM 151 TPOrHO3UPOBAHUST PUCKA POXKICHUS
00JIbHOTO pedeHKa.

MayuneHTbl 1 MeTOAbI

ITpoBeneHo obcienoBaHNE CEMbH, B KOTOPOil y peOeH-
Ka, MaJlbyuKa 6 JieT, ObUIM JUAarHOCTUPOBAHbBI BPOXKICH-
Hasl aHMPUINS, TJIayKoMa, OTCJIOGHUE CeTYaTKU, TsKeaast
3a7epKKa TICUXOMOTOPHOTO Pa3BUTUSI M OTCYTCTBUE pe-
YW, a TAaKXKe OBLJIO MPOBEAEHO HECKOJIBKO O(TAIbMOIOTH-
YECKHUX XUPYPTUUECKUX onepanuii. PaHee y mopaxkeHHO-
ro pebeHKa ObIJI ITPOBEIeH MOUCK MyTalluii B reHe PAX6
¥ U3y4eHBI Bapualluy Yucia Komuii jokyca 11pl3, Kkoro-
phble He BBISIBUIIM HUKAKUX U3MeHeHult [4]. Matb pedeH-
Ka bepeMeHHa, CPOK recTaliuu 7-8 Heleb.

IIpoBeneHo cekKBeHNPOBaHME MOJHOTO PK30Ma, CEK-
BeHupoBaHue o CaHrepy.

Pesynbratbl

YUuTEIBas OTCYTCTBYE TOYHOTO IUArHO3a Y IIOpaXKeH-
HOTO MaJIbuMKa, ISl pacyeTa reHeTUYeCKOro prucka obL10
BBITTOJTHEHO TTOJTHO9K30MHOE CEKBEHUPOBAHUE, KOTOPOE
MO3BOJIUJIO BBISIBUTh paHee HE OMMCAHHYI0 HOHCEHC-MY-
Tauuio p.G129X B rene NDP, accouMmpoBaHHOM ¢ 00J1e3-
Hbto Hoppu (OMIM#310600) [5]. [Tocnenyromas Banmuaa-
1IMs1 Bap¥aHTa MOATBEPANUIA UIEHTUDULIMPOBAHHYIO 3aMe-
HY, YHacJeAOBaHHYIO MO X-CLEMIEHHOMY PELIECCUBHOMY
tuny. MccnegoBaHue aMHUOTHYECKOM XUAKOCTU MOKa3a-

JIO, YTO TLJIO UMEET MY>KCKOM MOJI U SIBJISIETCSI TEMU3UTOT-
HBIM 10 JaHHOMY BapuaHTy. [Ipu mpoBeaeHuu npepbiBa-
HUsI OEpeMEHHOCTH B cpoke 21-22 Henmeb pa3BUIMCh OC-
JIOKHEHUSI, UYTO TIPUBEJIO K TUCTEPIKTOMUU.

MoXHO NpeAnoa0KuTh, YTO MpHU OoJiee paHHeH TuarHo-
CTUKE CEMbsI MOIJIa Obl UMETh ropa3no 0oJIbIIe BO3MOXKHO-
cTell 30eXaTh YTPOXKAIOIINX XXU3HU OCTIOXKHEHW Y KEHIIIN-
HBI, a TaKXKe MPEIOTBPATUTh TICUXOJIOTUUYECKYIO TPareauio
B ceMbe. KimmHnyeckuit mommmopbu3M 1 BapradesibHast 3KC-
MPECCUBHOCTb HAC/IEACTBEHHON O(MTaTIbMOIOIMYECKON Ma-
TOJIOTMY CUJIbHO 3aTPYIHSIIOT YCTAHOBJIEHUE TOYHOTO ra-
THO3a M OTHUMAIOT MHOTO BPEMEHU M CPENICTB Ha IMTOCTAHOB-
Ky nuarHo3sa. [Ipeacrasisiercs, 4To B clIoxKHBIX cirydasix BITC
SIBJISIETCSI METOIOM BbIOOpA, KOTOPBIN MOXET CYIIECTBEHHO
YCKOPUTD YCTAHOBJIEHUE AMArHO3a U OLIEHKY TeHETUYECKO-
IO prcKa. DTO BAXHO B ClTyJae KpaliHe peIKuX 3a00IeBaHuUi,
KOTOpbIE HE U3BECTHBI BpayaM U O(DTaTbMOJIOTaM.
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