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[peacTaBneHHbIN KNMHUYECKUIA CriyYan OeMOHCTPUMPYET BO3MOXHOCTU 3pUTESNbHOMO aHanuaatopa y nauMeHToB
npeBep6aanoro, Bep6aanoro BO3pacTa ¢ cuHapomom Tpuyepa KonnuHaa, aKUEeHTUpyd BHMMaHNE Ha BaXXHOCTU paH-

Hen OUarHOCTUKN N NeYeHus.

KntoueBble cnosa: cuHapom Tpuuepa KonnuHaa, 3pUTenbHbli aHannsaTop.

Ananeva NV, Gladysheva GV. Ophthalmologic status in case of TCOF1 gene mutation (Clinical case). Saratov Journal

of Medical Scientific Research 2021; 17 (2): 273-275.

Clinical case demonstrates the capabilities of the visual analyzer in patients of preverbal, verbal age with Treacher
Collins syndrome. Attention is focused on the importance of early diagnosis and treatment.

Key words: Treacher Collins syndrome, visual analyzer.

BeepeHue. CuHgpom Tpuyepa KonnuHza (CTK) —
BPOXOEHHOE HapylleHve pa3BUTUSA YepernHo-rmLeBon
obnactn. 3aboneBaHne xapakTepuayeTcs LBYCTOPOH-
Hell CUMMETPUYHON OTOHMKHEYEMOCTHOW Aucnnasven
6e3 aHoOManuimn KOHEYHOCTEN 1 CBA3aHO C PSAOM Aedek-
TOB ronosbl U weu [1].

MepBbim  GomesHb onucan  AnneH  TomcoH
ewe B 1846 r, ogHako cuHAPOM OObLIMHO Ha3biBalOT
nmeHeM Bpada Tpuyepa KonnuHsa, kotopein B 1900 r.
onucan AByX O0MbHbIX C NOXOXWMK cUMATOMamun. He-
BEPHbLIM ABISAETCA HanncaHve Yyepes aeduc, Tak kak 3to
He fOBonHas damunuda, a Tpudep — uMSa [OKTOpa
KonnuHsa. Yxe B 40-x rogax npoturioro Beka Agonsd
®paHueckeTTn 1 Oasua KnsaiH ganu nogpobHyto xapak-
TEPUCTUKY DOMNE3HM 1 Has3Banu ee YenCTHO-NNLEBBIM

OTBeTCTBEHHbIN aBTOp — [Magbiwesa ManuHa BnagummpoBHa
Ten.: +7 (965) 8288475
E-mail: nady. gladysheva125@gmail.com

AN30CTO30M. B HekoTopbix cTpaHax EBponbl 3TOT CUH-
OPOM HasblBaloT CUMHAPOMOM DpaH4YeCKeTTU UIN CUH-
apomom Tpuyepa KonnuHza — dpaHyecketTy [2].
Cungpom Tpuuepa KonnuuHza (CTK) reHetudecku
n deHoTunmnyeckn HeogHopodeH. CTK nveet aytocom-
HO-LOMUWHAHTHbI U, pexe, ayTOCOMHO-PELIECCUBHbIN
XapakTep HacnefgoBaHusl, XOTA B GOMbLUMHCTBE Cryya-
€B MyTauusi HOCUT crnopaguveckuin xapakTtep. Ha ce-
roAHAWHUA aeHb onncarHo Tpu Tuna CTK. Jo 93 % Bcex
cnyyaeB — at10 cuHgpom 1-ro tuna [3]. CTK 1-ro Tuna
cBsA3aH ¢ mytauuamu reHa TCOF1, koTopbIi pacnono-
XeH B cermeHTe 5q32-q33. Tun HacnegoBaHWs ayToCOM-
HO-AOMUHaHTHbI ¢ 90%- NeHeTpPaHTHOCTLIO U nepe-
MEHHOW 3KCMPECCUBHOCTBIO (MPOSIBNSIEMOCTBIO), AaXe
y NauMeHTOB B npeaenax ogHon cembn. N3BecTHbl Ha-
OntogeHVsa geten ¢ BbIPaXeHHbIMU KIUHUYECKUMW Npo-
SBMEHMAMY CUHAPOMA B OOHOW CeMbe, TOoraa Kak y of-
HOro 13 nx pogutenen 6bina obHapyxeHa Ta xxe MyTauus
6e3 BblpaXXeHHbIX KIMHUYECKMUX MPOSIBNEHUA GOnesHwu.
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Okorno 60% cnyyaes CTK He HacnegytoTcs OT 60MnbHbIX
poauTenen, a ABNATCA HOBbIMU MyTaLmamu [4].

Onucanbl Takke 2-n n 3-i Tunel CTK. Btopon Tun
BbI3BaH myTauumen reHa POLR1D Ha xpomocome 13q12;
3-n TMn — wmyTaumnen reHa POLR1C Ha xpomocome
6p21. CnegyeT OTMETUTb, YTO KNMHUYECKM BCE TpW TUNa
He OTnMYaloTCa APYr OT Apyra, HECMOTPS Ha TO YTO My-
Tauuu 3aTparnealoT pasHble TeHbl, HA pPa3HbIX XPOMO-
coMax 1 TUM HacregoBaHWs MOXET ObITb Y ayTOCOMHO-
peueccuBHbIM [5].

3aboneBaemocTb cuHapomom Tpudepa KonnwuHsa
oueHuBaetcs ot 1 Ha 25000 go 1 Ha 70000 >xMBOPOX-
OeHHbIX (Yalle Bcero ykasbiBaeTtcs kak 1 Ha 50000) [6].

Y nogent ¢ CTK oTmevaeTcsa xapakTepHbIin NMLEBON
On3mopun3Mm C OBYCTOPOHHEW CUMMETPUYHOM TUMo-
nnasven ckynosbix KocTei (95%), m3-3a yero ata 06-
nacTb nvua BbIMMAAMT NIOCKOW UK BNarow, runonnasms
nogrnasHuyHoro kpas rnasuuupbl (80%), 4to npuBoauT
K MMKPOTHaTUM W BHELUHeMy BuAdy «pblbbero» nuua —
aHTUMOHrononaHoMmy paspesdy mas (89%) u runonna-
3Un HkHeN 4ventoctn (78%), us-3a 4ero nogbOpPoOLOK
N HWXKHSAS YENOCTb BbIMMAAST aHOMarnbHO MareHbKUMK,
YTO NPMBOAMT K aHOManuu npukyca, Takke Habnogaet-
Cs anepTorHaTus (Tak HasbiBaeMblil OTKPbITLIN MNPUKYC).
Y nopakeHHbIX MrageHUeB MOXET ObITb 1 Hejopa3BUTHE
rmoTku (rMnonnasms rnoTku). M'mnonnasus rmoTkv ¢ Hepo-
Pas3BUTUEM HWXKHEN YentocTu (TMNonnasust HWKHEN Ye-
NOCTW) N/UNM aHOMarbHbIA pas3mep YentocTn (MMKporHa-
TUs1) MOryT crnocobcTeoBaTth NpobremMam ¢ KOpMIeHUEM
n/vnu 3aTpygHEHHOMY AbIXaHUIO (OblxaTenbHasi HegocTa-
TOYHOCTb) B paHHeM MriageHdyectse. OnucaHa aTpesus
X0aH, kornoboma Bek (69%), conpoBoXaaroLLasica OTCyT-
ctBMeM pecHul. K 0cobeHHOCTAM OTHOCSTCS CIOXHblEe
HapyLleHNst B CTPOEHUW BUCOYHO-HUXKHEYENCTHOMO Cy-
cTaBa, YTO MPUBOAUT K OrpaHUYEHHON BO3MOXHOCTU OT-
KpbITUS pTa pasnnyHoOn CTENEHN TSHKECTU [7].

Y niogen ¢ CTK MoOXeT pas3BuTbCS MOTepsi criyxa
M3-3a TOro, YTO 3BYKOBbIE BOSHbl HE MPOXOOAT yepes
cpegHee yxo (KOHOYKTMBHas noteps cnyxa 77 %). Ha-
PYXHbl€ YyLIN MOTYT OblTb CMATBIMU UK NOBEPHYTLIMU.
HanpoTtuB, BHyTpeHHee yx0 0OObIYHO He nopaxaetcs,
XOTs1 coObLLanocb O NMOpokax Pas3BUTUSA KOCTHOIO Crui-
panbHOro OpraHa BHYTPEHHErO yxa (YNUTKN) U CTPYKTYP
BO BHYTPEHHEM YyXe, KOTOpble urpatT ponb B HanaHce
(BecTnbynsipHbin annapar). CHuKeHVe 3peHunsi, BNIOTb
[0 nornHoun ero notepu, BcTpedaetcsa B 37 % criyyaes.
Hawnbonee 4acTtble rmasHble CMMNTOMbI — 3TO HaKIIOH
Hapy>XHbIX crnaek BeK BHM3. [lononHUTenbHble CMMMTO-
Mbl BKIHOYAKT BbIEMKY HWXHEFO BEKA WM OTCYTCTBUE
TKaHW Beka (konoboma Beka), 4YacTMYHOE OTCYTCTBUE
PECHUL, Ha HWXHEM BeKe, KOCOrMasne U CyXeHne cres-
HbIX NPOTOKOB (4akpuvocTeHo3). MHorga BMAHBI NOPOKM
pasBuTUSA rnasHoro sI6roka, KOTopble MOryT BKItOYaTb
BbIEMKY MIN pacllennHy pagyHow 060noYku unm aHo-
MarbHO ManeHbkue masa (MukpodTanbm). CTeneHb Ha-
pyLUEHUS 3pEHUsI BapbMPyeTCsi B 3aBUCUMOCTU OT TshKe-
CTW 1 KOMOMHaUMKM rMasHbIX aHomanun [8].

YMCTBEHHblE CNOCOBHOCTW, Kak NpaBwnno, HopManb-
Hble. YMCTBEHHasi OTCTanocTb BCTpevaeTca nuwb Yy 5%
nogen ¢ CTK. M3 yacTbIx Npn3HakoB onucaH 4pesmMep-
HbI POCT BONOC Ha wwekax [9]. Cneundmryeckne cumnTo-
Mbl U PU3NYECKME XapaKTepUCTUKN, cBadaHHble ¢ CTK,
MOTYT CUIbHO PasnnyaTbCsl OT YEernoBeKa K YEroBeKY.
HekoTopble ntogyM MoryT ObiTb MOpaxeHbl HaCTOMbKO
cnabo, YTO 3TOT CUMHAPOM Y HUX HE AMarHoCTUpyeTcs,
B TO BpeMs KaK y ApYrmx MOryT pasBUTbCS Cepbe3Hble,
OnacHble AJ151 )KU3HN OCNOXHEHMUSI.

OTW NauueHTbl YacTo HyXAalTcs B MynbTMAUCLU-
NAMHapHOM noAaxoge K nedeHuto. PaspabaTtbiBatoTcst

MA3HbBIE BOJTIE3HN

MHOMBMAYamNbHbIE MMaHbl NEYeHUsl, OTBEYAKLLIME OCO-
OeHHoCTSAIM Kaxaoro pebeHka B 3aBUMCMMOCTU OT €ro
BO3pacTa.

Llens: npoaHanuamMpoBaTb U3MEHEHUS OpraHa 3pe-
HUA npu cuHgpome Tpuuepa KonnuHaa, BbIABUTbL OCO-
BGEHHOCTM NPOSIBNEHUS Y KOHKPETHOIO NaumneHTa, cocTa-
BUTb NMPOrHO3 MO 3pUTENbHON (DYHKLUN.

OnucaHue KnuHu4veckoro cny4vas. WHdgopmmpo-
BaHHOE corfacve nauueHTa Ha nyonukaumio OaHHbIX
13 ero nctopumn 6onesHu nony4eHo.

MpencraBngem KNMHUYECKUIA Criyvam NauneHTKn Yve-
Tbipex neT ¢ cuHgpomoM Tpuyepa KonnuHsa B NomHOM
ero npossreHun. OCHoBHaa odTanbMornormyeckas »xa-
noba — CHWXeHHOe 3peHVe BAanb, 4YacToe MopraHue,
MoKpacHeHWe rna3, HEeMOCTOSIHHOE KOCcornasue K Hocy
oboux rmas. Y odranemonora He Habnoganacb. Cum-
NTOMbl MOSIBANMCL TOf, Hasad, WMeEeTCcs TeHOeHUMs
K YXYOLIEHNIO COCTOSTHUSA.

N3 aHamHesa: naumeHTka nepeHecrna HeCKONbKO
HapKO30B B CBSA3W C HapylleHWeMm AbixaHus (ycTaHaB-
nvMBanu TpaxeocToMmy), ANs Hopmanu3aumn Kopmie-
HWUS1 YCTAHOBWMM racTpocToMy. [laumeHTKa KOHTaKTHa,
ncuxmdeckun 3goposa. laumeHTke npu nepBUYHOM 06-
CcnefoBaHMW MPOBOAUIIN MOSTHOE ObTanbMonornyeckoe
N cTpabuamonornyeckoe obcrnenoBaHue: onpeaensnm
OCTPOTY 3pPEHUsI C UCMOSb30BaHNEM ANCTAHTHOrO ped-
pakTometpa Plusoptix (fepmanusi) n no tabnuue Opno-
BOW: Ha BbicoTe umknonnerun (Sol. Tropicamidi 1,0%)
OD: sph —2,00 D cyl —1,25 D ax 45; OS: sph +1,50 D
cyl —1,75 D ax 140; Busometpusa: OD/OS: 0,1/0,1 c
MakcumansHon koppekumen OD/OS: 0,2/0,3 H. K. (HeT
Koppekummn). Onpegenanu yron kocornasvs no pu-
Oepry B NSATU AMArHOCTUYECKMX MO3MLMSAX B3opa: npsi-
Mo +10-12° 0° +10-12°, BnpaBo +5-7°, BneBo +5+7°,
BBepx +7—10°, BHU3 +7°; NOABMXHOCTbL [11a3 B MOSIHOM
o6beMe; KOHBEPreHUUsi HopmarbHas; no LBETOTECTY
OOHOBPEMEHHbIN XapaKTep 3peHUsl.

Bo Bpems Hapy>KHOro 0CMOTpa BbisiBrieHa kornoboma
HWXKHUX BEK, PECHULbI YaCTUYHO COXpaHEeHb!, rrasHas
LLeNb CMbIKAETCS1 HE MOSTHOCTLIO.

Mpu BGroMMKpOCKONUM BbISIBIIEHA Nerkasi MHbEKLMS
KOHBIOHKTUBLI, OTAENSEMOrO HET, B CBOAAX €OUHUYHbIE
donnuKynbl, poroBuua npo3padHasi, nepeaHsst kamepa
cpegHewn rnybuvHbl, BNara npo3payvHasi, 3paqok Kpyribii,
B LeHTpe. MMybGxenexawme cpeabl npo3padHsbl. [pose-
AeHa npoba HopHa: Bpemsi paspbiBa Cre3HON MNIEHKN
Ha NpaBoOM rnasy CocTaBuIo 7 CekyHa, Ha neBoM 8 ce-
KyHA. [Npu opTanbmockonuu B NpaBoMm rnasy obHapyxe-
Hbl MWENWHOBbLIE BOJSIOKHA, HE 3aTparvBatolme 3agHuin
nonoc.

B naHHOM cnyyae neveHue 3akno4anock B HOLLEHUN
O4YKOB (C HEMOMHOW KOpPEKUUE MUONUN 1 MUOMUNYECKO-
ro acturmaTuama, 4Ytobbl He MHOYLMPOBaTbL aKKOMOAa-
LU0 M aKKOMOZATUBHYIO KOHBEPreHLUMI0), MnreonTuye-
CKOE FeYeHne, UCMONb30BaHNE YBMAXHSIOWMX Kanenb
C rManypoHOBOM KUCMOTOMN.

Mpu noBTOpHOM 06CNEaoBaHNK (Yepe3 Tpu MecsiLa)
oTMevanacb MonoXxutenbHas AvHamuka. B odkax yron
Kocornasug cran MeHblue: npamo +5° 0° +5°; ynyywnn-
Cs1 COCTaB cre3bl, BPeEMs paspbiBa Cre3HOM MIeHKU Co-
cTaBuo 9 CeKkyHA; NMoBbICMIACh OCTPOTA 3PEHUS B OY-
kax: OD/0OS: 0,3/0,5 H. K. COOTBETCTBEHHO.

PekoMeHOOBaHO HOLUEHWE O4YKOB MOCTOSIHHO, Mpsi-
Masi OKKITH03Us1 NeBOro rmasa Ha 1 yac B [eHb, yBnax-
HSAOLWME Kannn OUTeNbHO, perynspHoe HabnogeHve.

O6cyxaeHue. B cBs3n ¢ HecTaHOAPTHLIMU U3Me-
HEHUSIMWU OpraHa 3peHusi PeKoOMeHOyeTCs MPOBOAUTb
odhTanbmonornyeckoe obcrneoBaHne kak MOXHO paHb-
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Wwe ans npepoTBpalleHns hopMUpoBaHus aMonuonum
N TSXKENOro NMopaxeHus nepegHero oTpeska rnas.

B cnydyae c Hawew nauMeHTKON OCHOBHas Lernb ne-
YEHWs 3aKNYaEeTCs B yCTpaHEHUM aMBbrmonmm cMeLLaH-
HOro reHesa u ynyJdlleHun cocTaBa crnesbl.

Ha ocHoBaHWM npeacTaBreHHOro npuMepa aenaem
BbIBOZ, YTO MPU CBOEBPEMEHHOM 06CNenoBaHUM U Nne-
YEHNM MOXHO A0OUTbCHA BbICOKMX 3PUTENbHbIX (PYyHK-
LU 1 NpeoTBpaTUTb Pa3BUTUE TSXKENbIX OCITOXKHEHWN.
Hawe HabniogeHne gucka 3puTenbLHOro HepBa nokasbl-
BAET, YTO AaHHbIA CUHOPOM MO MPOSBMEHU MHOrO06-
paseH, MOXHO OBHapyXuTb U3MEHEHUS, HE OMUCaHHbIE
paHee Kak XapaKTepHble NPOsIBIieHMs 3TOr0 CUHOpPOMa
(MvenuHoBble BOMOKHa Ancka 3puTtenbHoro Hepea) [10].

3akntoyeHue. [NpeacTaBneHHbIn KIMHUYECKUI Chy-
Yah OEeMOHCTPUPYET BO3MOXHOCTU 3pUTENBbHOrO aHa-
nusatopa npu cuHgpome Tpudepa KomnuHza. [Mpen-
NOXEHHbIV BapuaHT JeYeHnsi okasasncs onTumarbHbIM
AN AaHHOTo naumeHTa.

KoHdnukT nHTepecoB OTCyTCTBYET.
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Llernb: oueHnTb 3PHEKTUBHOCTbL N OTAANEHHbIE pe3ynbratbl NCNONb30BaHUA ayTonorquon KOHOULMOHNPOBaHHOMN

nnasMbl B XMPYprum CrOXHOW BUTpeopeTuHanbHon naronoruv. Mamepuan u memodsl. C 2018 r. npooneprupoBaHo
6onee 250 maumeHTOB C pas3fnMYHbIMW BUTPeanbHbIMK MaToNorMsMn 3agHero oTpeska rnasa. PaspaboTtaHHas Tex-
HOMOrNs NeYeHns NO3BONMMa NOSIHOCTLIO UCKITHYMTE HEOBXOAMMOCTL NasepKoarynsaumMm ceT4yaTki, MMHUMU3MPOBaTh
CUIIMKOHOBYIO TamnoHaay BUTpearnbHOoW nonoctn. PaspaboTaH v ycrnelwHo npuMeHeH cnocob 6ecLuoBHON repmeTusa-
LN CKINEPO- U KOHbIOHKTUBOTOMMUI C MOMOLLIbIO @y TONOrMYHOW KOHAULIMOHMPOBAHHOM MrasMbl. Pedyribmamel. MNonHoe
npuneraHve cetT4yaTkn U repMmeTnsaumns 4edeKToB CTPYKTYp rrnasa nocre Ucrnornb3oBaHnsa ayTornormyHon KOHANLMOHN-
pOBaHHON NNa3Mbl OTMEYEHbI Y BCceX NauneHToB. B otaaneHHoM nepuope, B Cpok HabnogeHns Ao 28 mecsues, Ha-
6rnoganncb eavHNYHbIE PeLMAnBLI OTCIIONKM CETHaTKM Ha boHe NporpeccupoBaHns nponudepaTnBHON BUTPEOPETH-
Honatun. bonee yem y 89 % naumeHTOB B OTAANEHHOM NEPUOAE OCMOXHEHU He 3adMKCMPOBaHO. [JOCTUIHYTO NOfHoe
3aKpbITUE CKINEPO- N KOHBIOHKTMBOTOMMUI 6€3 MCNonb3oBaHWSA AOMNONHUTENBHOW LLOBHONM dunkcauun. 3akmoyeHue. Vic-
nonb3oBaHWe ayToNorMYHOM KOHAULMOHMPOBAHHOW Nna3mbl — adpdekTnBHas 1 6e3onacHas meToamka repmetTusauum
pa3nuyHbIX AedEeKTOB CeTyaTKkn, COCYANCTON 0BOMOYKM, CKNepbl NPU TSHKEMOW OTKPLITOM TpaBMe rmasa, B XMpyprum
perMaToreHHOM OTCIIONKM CeTyaTKn, XMpyprum pybLoBov cTaamMn cybpeTrHanbHON HeoBaCcKynsapHOW MeMbpaHbl, no-
3BONAKLLAA MOMHOCTLIO UCKIIOYNTL HEOOXOAMMOCTL NasepKoarynsauum ceTyaTku.

KnroueBble croBa: ayTonorniHas KOHAMLMOHMPOBAHHAS Na3Ma, OTKPbITas TpaBMa [nasa, CKBO3HOE paHeHue, pybLosas cybpeTuHanbHas
MembpaHa, OTCronka CeT4aTkN ¢ MakyNsipHbIM OTBEPCTUEM Ha POHE BbICOKOW MUOMMN.
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Purpose: to evaluate the effectiveness and long-term results of using autologous conditioned plasma in the surgery
of complex vitreoretinal pathology. Material and Methods. Since 2018, more than 250 patients with various vitreal pa-

Saratov Journal of Medical Scientific Research. 2021. Vol. 17, Ne 2.



