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B ces3u ¢ pedkoii gcmpeuaemocmoio eenemuteckoeo cundpoma Cayaa — Buavcona onucanmbvle cayuau eaa3Hbix nposéaeHui CUHOpoma
¥ Oemeii Kpaiine cKyOHbl U npedcmaensiiom 60avuloll Kaunuyeckuil unmepec. Ileab pabomvr — npedcmasums onucanue eAa3Huix nposiene-
Huti cunopoma Cayna — Bunvcona. Mamepuaa u memooot. Komniekcroe ogpmanvmonoeuueckoe 06caedosanie nposeoeHo 08ym 0emsm
¢ sepu@uuyuposantsim ouaznozom «cunopom Caynra — Buavcona», Habaodaemovim ¢ 3 u 4 aem (cpox Habarwdenus — 6 mec — 2,5 200a).
Pesyavmamut. Y demeil, Hapsady ¢ xapakmepHbiMu YeHOMURUHeCKUMU NPOS8ACHUAMU (KOCOAANROCMbIO, O4eHb HUBKUM PDOCHIOM, KOPOMKUMU
nasvyamu pyK u Hoe, eunepmoOULbHOCMbIO CYCMAB08 U 0p.), Bbis8AEHO NOPAJICEHUE 3PUMEAbHOU CUCMEMbL, C8A3AHHOE C 0COOEHHOCMAMU
AUYe6020 ckenema (dK30(hmanvm, Kocoenazue) U KAUHUKO-QYHKUUOHANbHBIMU HAPYUEHUSMU 2143 SUNnepMemponus caaboi cmenenu,
2unepmMemponu1eckuil acmueMamusm, 4acmu4Has 0CA0NICHEHHAs Kamapakma. Y 00Ho0eo pebeHKa OUuaeHOCMUPOBaHbL U3SMEHeHUSs 6 CPYK -
mype u pyHKUuu cemuamxu, ceudemenvcmeayioujue o ducmpogpuueckom npoyecce. JuaeHo3 eenemuyecku eepuduuuposan. 3axioverue.
C yuemom pedkocmu 0aHH020 3a004e6aHUs, NOAUOPLAHHOCIU NOPAJICEHUS, HeSICHO20 NPOSHO3A HEO0X00UM MeNCOUCYUNAUHAPHBLI NOOX00
K 6e0eHUI0 MaKuX NAUUeHmos8, NOCMOSHHOe OUHAMUUECKOe HAOAI00eHUe U C80eBPeMeHHAs KOPPEeKUUA 8blABASeMbIX HAPYUeHU.

KuroueBble ciioBa: cunapoM Cayna — BuibcoHa; HacieACTBEHHbIe 3a00JIeBaHUST; TeHETUYECKIE UCCIIeJOBAH NS ; TJIa3HbIe
CUMITOMBbI
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IIpo3paunocts (PMHAHCOBOIA 1EATEIBHOCTH: HUKTO U3 aBTOPOB He MMeeT (DMHAHCOBOM 3aMHTEPECOBAHHOCTU B MIPEACTABICHHbIX
Martepuajiax Wi MeToiax.
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Ocular symptoms of Saul — Wilson syndrome in
children
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The genetic Saul — Wilson syndrome is so rare that the very few descriptions of its ocular manifestations available are of high clinical
interest. Purpose. To offer a description of the ocular manifestations of the Saul — Wilson syndrome. Material and methods. Two children with
a verified diagnosis of Saul — Wilson syndrome, observed from the age of 3 and 4 (the follow-up period was 6 months to 2.5 years), were subjected
to a comprehensive ophthalmological examination. Results. The children, along with characteristic phenotypic manifestations (clubfoot, very
short stature, short fingers and toes, hypermobile joints) were found to have a disordered visual system, associated with the particularities of
the facial skeleton (exophthalmos or strabismus) and clinical and functional eye disorders: mild hypermetropia, hypermetropic astigmatism,
partial complicated cataract. One child was diagnosed with changes in the structure and function of the retina, which indicates a dystrophic
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process. The diagnosis was genetically verified. Conclusion. Given the rarity of the disease, multiple organ involvement, an uncertain prognosis,
an interdisciplinary approach to the management of such patients, constant dynamic monitoring and timely correction of detected disorders

is necessary.
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Cunnapom Cayna — BunbcoHa (MukpouedaibHast 0CTeo-
JCTIIACTUYeCKas AMCIUIa3usl) — OYeHb PENKUi TeHeTUUECKU i
BapuaHT CKeJIETHbIX AMCIIa3uii. B cOOTBETCTBMU C COBPEMEH-
HOIi KJaccuduKalureli OTHECeH K IpYyIe AUCIUIa3uii TOHKUX
KocTeii. B Hacrosiee BpeMst B MUPe OMUCAHO 16 OONbHBIX U3
pasHbIx cTpaH. [lepBoHauaabHO JaHHAs MATOJOTUS OMMCaHa B
1982 r. y pebeHKa ¢ BbIMYKJIbIMU POAHUYKAMM, JIEBOM KOCOJIa-
MOCTbI0, OUEHb HU3KUM POCTOM, CUHUMU CKJIEPaMMU, IBYCTOPOH-
Heii KaTapakToii, KOPOTKUMHU MablaMU PYK U YACThIM CPETHUM
OTUTOM C IOTEPEN ciryxa.

JaHHoe 3a00jeBaHMe O0YCIOBIEHO HYKJICOTUIHOM 3a-
MEHO# I'yaHWHA Ha LIMTO3WH WIN afieHUH B 1546-M MMOJIOXEHUM
B reHe COG4, npuBoasIleii K 3aMeHe MIMLIMHA Ha apreHUH B
516-Mm nmonoxennu (Gly516Arg) 6eakoBoit mosekyJbl [ 1—3]. o-
Ka3zaHHasi MyTallusi, KOTopasi y Bcex alMeHTOB Oblia de novo, u3-
MeHseT QYHKIIMOHUpOoBaHuUe anmnaparta ['oabaku.

MHorue naiuyMeHTbl UMEIOT MopakeHe 3pUTETbHOM CUC-
TEeMbl, CBSI3aHHOE KakK ¢ OCOOEHHOCTSAMMU JUIEBOTO CKejeTa
(3K30¢TaIbM, KOCOIIA31e), TaK 1 MOPAKEHNUEM CaMUX TJ1a3HbIX
CTPYKTYp (XpycTalMK, ceTyaTka). B cBsI3U ¢ penkoii BcTpeuae-
MOCTbIO TaHHOI HO30JIOTUM OMKMCAHHBIE CyYau TJIa3HbIX MTPO-
SBJICHUN CUHAPOMA Y IeTeW KpaliHe CKYIHbI U MPEACTABISIOT
0O0JIbIION KIMHUYECKU MHTEpeC.

Cunnpom Cayiia — BuiibCoHa XapaKTepu3yeTcsl BhIPasKeH-
HBIM HapylieHHeM pocTa (HaHU3M), TUITMYHBIMU AUCMOP(U-
YeCcKMMU YepTaMy CTPOCHUS JINIa, KOPOTKUMU TUCTATbHBIMU
(basaHramu masplLEB PyK U HOT, KOCOJIAMOCTBIO U APYTUMU aHO-
MajsiMu. Co CTOPOHbBI OpraHa 3peHUsI OTMEUAI0TCsI 9K30(DTaIbM
B CBSI3M C Y3KOI OpOMTOM, KaTapakTa, MajJlouK0-KoJI00UKOoBas
nuctpodus u ap. [4—6].

IpencrasnsieM onurcaHue NBYyX KITMHUYECKUX CTyyaeB I1a3-
HBIX TIPOSIBJIEHUI U KJIMHUKO-TEHETUUYECKON XapaKTepUCTUKU
nByxX aeteit ¢ cuHapoMmom Cayiia — BuibcoHa, HaOII01al0II X -

Puc. 1. B-ckaHupoBaHue: oba rnasa — npomvHeHumns A3H
Fig. 1. B-scan: prominence of the optic nerve disc in both eyes

¢ B HMMUII rnasHbeix 6osesHeit um. [enbmrosibia (naisee —
Lentp), MockBa, u B AO «IToJUKJIMHUYECKUIT KOMILIEKC»,
Cankr-IletepOypr.

Habawoenue 1. IMauuentka I'., 2014 r. p. Ponutenu Boep-
Bble 00paTUIMCh Ha preM B LIeHTp ¢ pebeHKOM B Bo3pacTte 4 JieT
¢ KajobaMy Ha CHUKEHUE 3peHHUsI U MOJ03PEHUEM Ha MaKyJo-
nuctpoduio. JlaHHbIe aHaMHe3a 1 00111eCOMaTUYECKOro oocie-
JIOBaHMSI: IeBOYKa poauiach Ha 37-i Hexesle TrecTallMOHHOTO
Bo3pacTa ¢ maccoit teia 2000 r, 45 cm (-2,2 SD), oKpy>KHOCTb
roJioBbel — 27 cM (-5,6 SD), GobIIMM pa3MepoM poaHUYKa (3a-
KpBLICS K BO3pacty 3 JieT), ronyobiMu ckiaepamu. 1o naHHBIM
HelipocoHorpaduy ycTaHOBIEHA AUCILIA31sI MO30JUCTOrO TeJa.
C poxxieHus1 3aM0A03pEeHO CUCTEMHOE 3ab0sieBaHue ckeneTa. 1o
rojia Jeunau Kocosanocth no [ToHceTu (aXuaioToMusl, TUTICO-
BaHue). Xonut ¢ 1 rona 3 mec, rosoput ¢ 1,5 rona. Habaonaercst
MeauaTpoOM B CBSI3U € JOOPOKAUYEeCTBEHHOM HEUTpONeHUe net-
CKOro Bo3pacTta 1 u3onupoBaHHbIM noBbieHrneM ACT ¢ 2 mec
Ku3HU. Ha MarHuTHO-pe3oHaHcHOM ToMorpaduu (MPT) royios-
HOTO MO3ra B4 rojia BbISIBAEHbI MPU3HAKW BHYTPEHHEN MMIpO-
nedanuu. Ha peHTreHorpaMMax — rumoInia3usi 3yOOBUIHOTO
otpoctka C1, BeipaxkeHHast aepopmMaliysi TeJl IO3BOHKOB, METa-
anudu3bl 6eAPEHHBIX KOCTei, TOHKKE Auacdu3bl, HEPOBHbBIE
YTOJILIIEHHbIE MeTa(u3bl, OCTEONOPO3, YKOPOUEHHbBIE IIIMPOKKUE
TMSICTHBIE KOCTHU U (DajlaHTH.

HuarHo3 «cunapom Cayinra — BuibcoHa» mocTaB-
JIEH MO pe3yJbTaTaM CEKBEHUPOBAHUS TeHOMa: BbISIB-
JiIeHa MaToreHHasi MyTalus B 3K30He 12-ro reHa COG4
(chr16:70630270C>T,c.1546G> A), npuBoasiias K MUCCEHC-
3ameHe (p.Gly516Arg, NM_015386.2) B reTepo3UrOTHOM COC-
TOSIHUU. JIMarHo3 MOATBEPXKAEH MPU MPOBEACHUN MPSIMOTO
aBTOMAaTHUYECKOTo cekBeHupoBaHUs 1o CeHrepy y npobaHa,
YCTAHOBJIEHO MPOUCXOXACHUE MyTalluU de novo (y poauTteseit
MyTaluU He OOHAPYXEHO).

PesynbraThl 0(pTaIbMOJIOTMYECKOr0 00CIe10BaHuUS pe-
6eHka B 4 roma: ocrpora 3peHust OD = 0,7; OS = 0,7, He Kop-
pUrMpoBaach; Kocoriasue cxoasiieecs, albTepHUpYyloliee
+5...+7 rpamycoB, MOABMXHOCTb coxpaHeHa. Pedpakuust (Ha
done nuknomieruun): OD sph +1,5 antp; OS sph +1,5 anTp.
O06a rnasa: nepeaHuil OTpe30K He U3MEHEH, CPENbl TPO3payHbIe.
I'nazHoe gHO: auck 3putenbHoro Hepsa (J13H) HeckoibKO Mmpo-
MUHUPYET, HEPOBHbIE IPAHUIIbI, BEHbI TOJHOKPOBHbI, U3BUTHI,
MaKyJISIpHBIN pedJieKc CriaxeH, Ha cpeiHel eprugeprum ceTyar-
KU BBISIBIIEHO Mepepacnpee/ieHre MUrMeHTa, y4acTKU XOpHOo-
KalwuIspHO# aTpoduu.

ITo maHHbIM yibTpa3ByKoBoro uccienopanus (Y3M) 060-
MX TJ1a3: CTEKJIOBUAHOE TEJI0 aKyCTUYECKH MPO3payHO, 000J10Y-
kU npuiexar. [IpoMuHeH1us 3puTesibHoro Heppa OD — 1,4 MM;
OS — 1,3 mm (puc. 1). Pe3ynbraThl peructpaiuy 3pUTeIbHbIX Bbl-
3BaHHBIX MOTEHIIMAIOB: 00a IJ1a3a — aMIUIMTY/a U JIATEHTHOCTh
OoCHOBHOro koMnoHeHta P100 — B mpeaenax HOpMbI, KOH(UTY-
pauusi He U3BMeHeHa.

OnTuueckast korepeHTHast Tomorpadus (OKT): Toamu-
Ha ceTyaTKu B (hoBea Heckosbko yBeandeHa (OD — 298 MkM u
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OS — 296 MKM); B MaKyJie KUCTOBUIHBII OTEK, PEUMYIICCTBCH-
HO BO BHYTpPEHHEM siiepHoM ciioe, Apy3bl JA3H (puc. 2, 3). Ha-
3HauYeHa OYKOBasl KOPPEKIIMs UIsl paboThl BOJIM3H, armnapaTHOe
U TJIeONTHYECKOe JJeueHre. PebeHok Habomaics 2 pa3a B rof,
KOPPEKTUPOBAIOCh HA3HAYeHUE OUKOB, TPOBOIMINCH KYPChI all-
MapaTHOTO JIeYeHHUs.

B Bo3pacrte 5 et mpoBeneHa asnekTpopetuHorpadus (BPI).
BbisiBlIeHO 3HAUUTEIbHOE CHUXKEHUME aMIUIUTY/IbI - U b-BOJIH 00-
et OPT (xapakTep DPI pe3ko cyOHOpMaJbHBIIi), pUTMUYECKAST
DPT Ha 060ux rinazax — cyoHopmasbHas. [ToydeHHbIe JaHHbIS
CBUIETENbCTBYIOT O MPU3HAKaX YTHETeHUsT QYHKIMU CEeTYaTKH,
MPEMMYILECTBEHHO ee Tiepudepun.

B 6 et eHOTUIIMYECKH: POCT pebeHKa — 86 cM, BeC —
10 500 r, okpyXHOCTb rojioBel — 49,5 cM. ['osioBa nceBno-
ruapoledaibHON GOPMBbI, BHITYKJIIbIN 100, TOXKHBIN 9K30(DTaIbM,
rojyboBaTbie ckiepbl. Beicokas y3kasi CiMHKa HOca, IMpoKast
KOJyMeJiia, y3KUii Toa00pOoa0K, MeJIKKME 3yObl, OpaayaaKTUINS,
TMTIIEPMOOUIBHOCTD CYCTABOB KUCTEM, IIIMPOKKUE YILIOIIEHHBIE
CTOITbI, TTOSICHUYHBII J10pa03 (puc. 4).

JanHble 0(TaTbMOJOTHYECKOro 00CIeI0OBaHUS: OCTPOTA
3peHust OD u OS nonHsuiack 10 1,0 6e3 KOppeKLUK; COXpaHSIETCS
cxosiieecs albTepHUPYIOLLee Kocoriasue ¢ yriom +3...+5 rpa-
JIyCOB. XapakTep 3peHus: ¢ 5 M — OJHOBpPEMEHHOe, ¢ 2,5 M —
ouHokysipHoe. Pedpakis Ha oHe nukinomaeruun: OD chepa
+4,5 nnTp; OS cepa +3,25 nnrp. OukoBast Koppekius: OD
cdepa +3,0 anitp; OS +2,5 antp (cM. puc. 2). OTMeueHa 3HaUU-

Puc. 2. JaHHblie OKT: runopednekTnBHbIE NONOCTU (KUCTbI) BO BHYT-
PEHHMX CNOSIX HEMPO3NUTENNS

Fig. 2. Optical coherence tomography: hyporeflective cavities (cysts)
in the inner layers of neuroepithelium

Puc. 3. JaHHble OKT: gpyabl A3H
Fig. 3. Optical coherence tomography: drusen of the optic nerve head

TeJIbHAsI MOJIOXKUTEIbHAs AMHAMUKa rokasateseit OPT: xapakTtep
ob6ueit OPT" — ymepeHHO cyoHOpMasibHast, putMudeckast DPT —
B HopMme. Ha OKT coxpaHsitorcst TunopeIeKTUBHBIC MOJIOCTU
BO BHYTPEHHMUX CJIOSIX HEHPOIMUTENUS B MaKyJie, HO 6€3 OTpu-
LaTeJIbHOW TUMHAMUKMU.

Heob6xoauMo oTMETUTh, UTO MpY JaHHOM OOCIeI0BaHUNU
(6 neT) BHepBbie OOHAPYXEHBI MbIIEBUAHBIE, OYEHb MEJIKUE,
nuddy3HbIe BKIIOUEHUST B XPYCTAIUKE.

Habnawoenue 2. Tanuenrtka C., 2017 r. p. Pogurenu Biep-
Bble OOPAaTUIMCh HA MIPUEM C IEBOYKON 3 JIET ¢ MOJ03PEHUEM
Ha IucTpoduio ceTyaTky (MaTh OTMEYAeT, YTO B TEMHOTE IJla-
3a CBETSTCS, KaK y KOIIKM). JlaHHbIe aHaMHe3a 1 0011iecoMaTu -
YEeCKOTo 00CIeJOBaHUSI: pOAMIACH B CPOK ¢ Maccoii Tesa 2550 r,
niavHa — 47 ¢M, OKPY>KHOCTb roJIOBbI — 33 cM, rpyaud — 32 cM,
OoJbILIMM pa3dmMepoM poaHuuka (3,5 x 3,5 cm). Haxonunack Ha
30HIIOBOM KOpMJIeHUU 10 2 Mec. [To JaHHBIM HeHpOCOHOrpa-
bun — aucnasus mozonuctoro Tesna. C poxkaeHus 3amoao-
3peHO CUCTeMHOe 3abojieBaHue ckeieTa. [IpoBoauiu nedyeHue
BPOXKIEHHOI KocojanocTtu o [ToHceTu (axuyimoToMusi B 3 Mec,
rUIicoBaHue). Xoaur ¢ 2,5 roga. [oBopuT ¢ 2 J1eT IMpocThIe CI0-
Ba. [1o naHHBIM Cypa0JIOTa, ABYCTOPOHHSISI KOHIYKTUBHAS TYTO-
yxocTb. HaGirogaeTcst reMaToJIoroM B CBSI3U C HEUTpOIeHUEe ¢
poxaeHus1. C poxxaeHUs TAKXKe OTMeUYaeTCsl M30JIUPOBAHHOE MO-
oiteHue AJIT u ACT.

B 3,5 roga (peHOTUNMYECKU: POCT pebeHKa — 74 cM, BeCc —
11200 1, oKpYy>XHOCTb roJioBbl — 48,0 cM, GOJIBILION POAHUYOK —
1 x 1 cm. TonoBa niceBmorunpouedanbHoi (DOPMBbI, BBITYKJIbIi
J100, JIOXKHBIT 9K30(TaTbM, FOTyOOBaThIE CKJIEPHI, BBICOKAs y3Kast
CIMHKa Hoca, IIMpOoKas KoJayMellia, Y3Kuil moagdoponok. bpa-

Puc. 4. BHewHni Bua nauneHTkun
Fig. 4. External view of the patient

1 28 Ocular symptoms of Saul — Wilson syndrome in children
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XUIAKTUINS, YKOPOUEHME AUCTATbHBIX (haJlaHT MaIbleB KUCTE i
U CTOM, MaJIeHbKME HOTTEeBbIE MJIACTUHKH, TUTIEPMOOUIBLHOCTh
CyCTaBOB KMCTEM, IIMPOKHKE YIUIOLEHHbIe cTombl. Habmonaer-
cst B HM UL opronenuu uM. TypHepa no noBoay cuHapoma Ca-
yi1a — BunbcoHa.

HuarHo3 «cunapom Cayna — BuibcoHa» ycTaHOB-
JIEH MO pe3yJbTaTaM CEKBEHUPOBAHUS TeHOMa: BbISIB-
JiIeHa MaToTreHHasi MyTalus B 3K30He 12-ro reHa COG4
(chr16:70530270C>T,c.1546G>A), npusoasas K MUCCEHC-
3ameHe (p.Gly516Arg, NM_015386.2) B reTepO3UTrOTHOM CO-
crosiHUM. Tum HacjaeaoBaHUs ayTOCOMHO-TOMMWHAHTHBIN.
PexoMmeHmoBaHa BaquaM3alivsl BbISIBICHHON MyTalluu B Te€HE
COG4 metonoMm npsiMoro cekBeHupoBaHust 1o CeHrepy peGeH-
Ky ¢ o0cJieIOBaHUEM POIUTENICIA.

PesynbraThl 0(pTaIbMOJIOTMYECKOr0 00CIe10BaHUS pe-
OeHKa B 3 roja: ocTpoTa 3peHHUs] He ompenesicHa (He OTBe-
yaer); AeBuanus — O rpaaycoB, MOABUXHOCTb COXpaHeHa.
Pedpakiiusa (Ha poHe LUKIOIJIETMU): CIOKHBINA TUIIEPMETPO-
nuyeckuit acrurmatusm, OD sph +1,75D cyl +1,25D ax 85;
OS sph +3,75D cyl +2,0D ax 84. [lepeaHuii 0Tpe30K He U3Me-
HeH. Ha OD nipy 6MOMUKPOCKOITMY BBISIBJICHO TIOMYTHEHUE 3a/1-
Heii KaricyJibl Xxpycraiuka. [asHoe nHo: JI3H po30oBblii, KOHTYPbI
YeTKHe, MaKYJISIPHBIN pedIieKC YeTKUIA, mepunanuuispHasi aTpo-
(usa xopuouneu, Ha cpenHeit mepudeprun ceTyaTKu Tmepepac-
npenejeHue MUrMeHTa, y9acTK1 XOpHMOoKanuuIsIpHO# aTpodui.
JMarHo3: «CJI0XHbIN TUMePMETPONTMYECKU It aCTUTMATH3M 000UX
a3, ocyioxkHeHHas Karapakta OD». HazHaueHa oukoBast KOp-
PEKIIMS 17151 TOCTOSIHHOTO HOLIEHHSI, TJIEONTUYECKOE JIeUeHUE.

B Bo3pacre 3 1eT 4 mec npoBeneHo DMU (pattern): naHHbIC
XapaKTePHBI IS HOPMaJIbHOTO MTPOBEACHMSI CBETOBOTO CTUMYJIa
Ha ITPaBOM U JIEBOM TIJ1a3y, HOPMaJIbHOTO ITPOBECHHSI 110 KaHa-
JlaM TIPeJIMETHOTO 3peHUsI, JIydllle CrpaBa.

PesynbraThl 0(pTaIbMOJIOTMYECKOr0 00CIe10BaHUS pe-
O6enka B 3 roma 6 Mec: octpora 3peHust OD ¢ Koppekuuei
cyl +1,0 D ax 90 ne menee 0,3; OS ¢ koppekuueii sph +1,0 D ¢
cyl +1,5 D ax 90 He menee 0,2; 6uHokyasipHo 0,4 (KapTUHKU 110
tabnuue OpioBoii MoKa3biBaeT xxectaMu). Pedpakiius (Ha hoHe
LIMKJIOTUIETMU): CJIOXKHBINM TUIIEPMETPONTMYECKUIT aCTUTMATU3M
OD sph +1,75D cyl +1,25D ax 85; OS sph +3,75D ¢yl +2,0D ax
84. TlepenHuii OTpe30K He U3MEHEH, aeBuannsi — () rpaaycosB.
Ha OD npu 6uomukpockonuu aud@y3Hoe noMmyTHeHUE 3a/l-
Hel KarlCyJibl XpycTaliiKa, 60jiee MHTEHCUBHOE B LieHTpe. [1a3-
Hoe 1HO: [I3H po30Bblii, KOHTYpPHI YETKKE, MAKYISIPHBII pediekc
YeTKUii, mepunanuiuisipHas aTpodusi XOpUOUAEH, BAOJIb apKaj
B OeCKpacHOM cBeTe aTpodUsi XOPUOUICH, Ha CpeiHel mepude-
pUU ceTyaTKu nepepacrpeneieHue MUrMeHTa.

OKT: npoduib (poBeoibl COXpaHEH C TOJIIMHON ceTyaT-
KU Ha MPaBoOM Ti1asy 226 MKM, Ha JIEBOM — 254 MKM, CTPYKTYp-
HOM [TaTOJIOTMK HE BBISIBJICHO.

SAKIIOYEHUE

Cunzapom Cayna — BuiabcoHa — O4eHb pPelIKOE, FeHETH-
4yecKoe, MoJIMopraHHoe 3a0oieBaHKe. Y Ha0 10 JaeMbIX HAMM Ia-
LIMEHTOB IMarHo3 yCTaHOBJIEH HA OCHOBAHUHU (D€ HOTUTTNYECKHUX
MPU3HAKOB U M0 pe3yJibTaTaM r'eHeTUUeCKuX uccaenoBaHuii. Ha-
psify ¢ mpobaeMaMu OTIOPHO-IBUTATEIbHOTO arnapara, mpu CUH-
npome Cayina — BuiabcoHa 0co00e BHUMaHME CIIEAYET YACIITh
U COCTOSIHUIO opraHa 3peHust. OdTanibMoIornyeckue mpoose-
MBI, KpoMe pepaKkiMOHHBIX (TUIEPMETPOITHS, TUTIEPMETPOTTH -
YeCKMiIl aCTUTMaTHU3M), 3aKJII0YAIOTCSI B Pa3BUTUN TTIOMYTHEHUI
XpyCTajiKa (YJaCTMYHOM OCJ0KHEHHOM KaTapaKThl), UMEIOIIUX
MOJUMOPGHYIO KapTUHY, a Takxke IUCTpodUU (IereHepalnm)
CeTYaTKM B BMJE HApYILIEHUS] CTPYKTYPbl U (DYHKIIMI Heipo-
SIUTENNS, BBISIBIEHHBIX Y OMHOM MAllMEeHTKN OoJjiee cTapliero
Bo3pacTa (6 JIeT), 4TO COracyeTcs ¢ JaHHBIMU JIUTEPaTyphI [6].
C y4eToM peaKOCTU JAaHHOTO 3a00JieBaHUsI, MOJMOPTAaHHOCTU
MOpaXeHusl, HESICHOTO MPOrHO3a HEOOXOUM MEXIUCIIUTLIN -
HapHBII MOAXO/ K BEJCHHUIO MallMeHTOB, MOCTOSIHHOE AMHAMU-
YyecKkoe HaOJII0JICHUE M CBOEBPeMEHHAs1 KOPPEKIIHSI BbISIBJISIEMbIX
HapyLICHUI.
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