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Ilpedcmasnen kaunuveckuii cayuaii pedkoeo eenemuueckoeo 3a6oneeanus — cundpoma Dpeiizepa y pebenxa 1,5 mec. Cundpom
Dpeiizepa — 8podcoentas namosoeus, KoOmopas XapaKmepusyemcs pasHooOpa3HOl KAUHUMECKOU CUMRMOMAMUKOL U 8KAO4aem co-
uemanue aKkpoPaAyUANbHBIX U YPOCHUMANbHBIX AHOMAAUIL, KOMOPOe MOJICem CONPOBONCOambCs KPUNmMo@pmanbmom (aHOGmaremom uiu
mukpogpmansmom). Komnaekcnoe KAUHUKO-UHCMPYMEHMAanbHoe 00cae008anue pebeHKa N0360AUN0 biAUMb caedyloujue 0PmanbmMoao-
euueckue nposeaenus cundpoma Dpeiizepa: nopoku pazeumus ek, YKOpoueHue U CylceHue 2Aa3HbiX weaell, 3Ha4umenbHoe yMeHbleHue
KOHBIOHKMUBANBHOU NOA0OCMU, MUKPOKOPHed, a makice pubpo3 cmeKa08UoH020 meaa u omcaoliky cemuamiu. Hexupypeuueckoe nevenue
u peabuaumauus oemeii ¢ 8PONCOCHHBIM MUKPOGMAN6MOM 3AKAIOHACMCS 8 NPOBEOCHUU CIYNEHHAMO20 2AA3H020 NPOME3UPOBAHUSI.

Kuroueble cioBa: cunapoM Ppeiizepa; BpoXKIeHHbIN MUKPOMDTATBbM; peabWINTaLIMS JeTeii ¢ BpOXKIEHHBIM MUKPODTATHMOM
KonhmkT naTepecoB: OTCYyTCTBYET.
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Ocular manifestations of Fraser syndrome
in children. A clinical case
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A clinical case of rare genetic disease, Fraser syndrome, in a 1.5-month-old infant is presented. Fraser syndrome is a congenital pathology
characterized by diverse clinical symptoms, which involves a combination of acrofacial and urogenital abnormalities and may be accompanied
by cryptophtalmos (anophthalmos or microphthalmos). A complex clinical and instrumental examination of the infant revealed the following
ophthalmic manifestation of the Fraser syndrome: congenital abnormalities of eyelids, reduced palpebral fissures, significant reduction of the
conjunctival sac, microcornea, vitreous fibrosis and retinal detachment. Non-surgical treatment and rehabilitation of infants with congenital
microphthalmos consists in stepwise ocular prosthetics.
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Cunapom Dpeiizepa sBisieTcss peakoit (hOpMoii reHeTH-
4YecKoro 3a00JieBaHUsI, XapaKTepU3YIOIIErocsi pa3HOOOPa3HOI
KJIMHUYECKON CUMITTOMATUKOM, coueTaHUeM akpodalaibHbIX
1 YPOTEHUTATbHBIX aHOMaINiI ¢ KpunTodTaabMoM (aHOhTaIbM
WIM MUKPOQTaJIbM TJIa3HbIX SI0J10K) Ui 6e3 Hero. Brepsbie
cunapom @peiizepa 6611 MM omnucad B 1964 1. [1]. YacroTra BbI-
SIBJICHUSI TAaHHOI aHOMAaJTMY cocTaBisieT 4 cirydasi Ha 1| MJTH HOBO-
POXIEHHBIX M OAMH cy4aii Ha 10 ThIC. MEpPTBOPOXICHHBIX [2, 3].

Tun HacnenoBaHuUs JaHHOTO 3a00JI€BaHUSI — AyTOCOMHO-
peLeCCUBHBII U Yallle BCTpeuaeTcsl y AeTeii, pOXKIASHHbIX B 0113~
KOPOJICTBEHHBIX Opakax (MpU 5TOM PUCK PELUAMBA COCTABISIET
okoJio 25 %). bone3Hp BeI3BaHa MyTalusiMu reHoB FRAS 1 u
FRAS 2 [4].

Cunapom Dpeiizepa BKirouaeT B ce0s1 4 OCHOBHBIX ITPU3HA-
Ka: KpUnTohTaabM, CHHIAKTUINS, aHOMAJIUM Pa3BUTUSI TIOJIOBBIX
OpraHoB, HaJIMUMe aHAJIOTMYHBIX TOPAXXEHUI y OpaTbeB WK
cectep. K 10noaHUTEIbHBIM CUMIITOMAaM 3a00J1€BaHUSI OTHOCUT-
Cs1 HapyllleHUe CTPOeHUsT HOCA, YIIIHBIX PAKOBUH, aTpe3us WK
CTeHO3 FOPTaHM, pacilieIMHA POTOBOI ITOJIOCTU, TUTIEPTEIOPU3M,
MymnoyHas rpbixka, aTpe3usi aHyca, IBYCTOPOHHSISI WU OJHO-
CTOPOHHSISI areHe3usl MoUeK, CKeJIeTHbIE aHOMAJIMU U 3aiepKKa
YMCTBEHHOTO Pa3BUTHSI.

JrarHo3 ycTaHaBIMBaeTCsl MPEHATAIbHO TIPU BbISIBIEHU U
COYETaHHOM BPOXIEHHOM MaToJI0TMuU: aHO(PTaIbMa U MUKPO-
(bTasbMa, CUHAAKTUINM, OOCTPYKTUBHOI YypomnaTuu, aTpe3uu
ropTaHu, acuuTa, BONSIHKU TIoAa. [IporHo3 npu atpe3uu
FOpTaHU WJIM areHe3uu Movek JieTaubHblil [3, 5]. [TpuBoaum
COOCTBEHHOE KIIMHUYecKoe HabmoneHue cuaapoma dpeiizepa.

PeGeHok A. B Bo3pacte 1,5 Mec IMOCTYIMI B 1€TCKOe KOH-
CYJbTaTUBHO-NOJUKIMHUYecKoe oTaesieHue PI'bY «<HMUILT'h
uM. [enbmrogbua» M3 PO (nanee — LleHTp) /uist 0Ocie10BaHMS
U JledyeHus. Y pedeHKa B OMTHOM 13 00JIaCTHBIX IepUHaTaIbHbIX
LIEHTPOB ObLT AMArHOCTUPOBaH cuHIApoM PDpeiizepa HA OCHO-
BaHUU CUMIITOMOKOMILJIEKCA BPOXKJAEHHBIX TOPOKOB pa3BUTHS,
TaKMX Kak cuMOsiepapoH, yacTUYHAs arjia3usi, Kojioboma
BEPXHETro BeKa, KCepo3 POTrOBUIIbI, IeCLIEMETOLIe/Ie Ha TTPAaBOM
a3y u pyouosas aedopmalivs BeK, MUKpodTaabM, ¢hpudpo3s
CTEKJIOBUIHOTO TeJia Ha JIEBOM IJ1a3y.

ComaTuyueckasi maToJOoTUs BKJIloyajga areHe3ulo MmpaBoii
MOYKHU, OPAXUCUHAAKTUINIO, MHOXKECTBEHHbIE aHOMAIUU JIUIIA,
yiueit, kiaurepomeraiuio. ConyTCTBYIOIINM AUarHO3: «IIpeHa-
tanbHOe nopaxeHnue [IHC, cuHapoM rurnepBo30yauMOCTH,
MBIIIEUHbII TUTIEPTOHYC, MOCTTUIMOKCUYECKIE HAPYIIIEHUST».

B anamHe3e oTMeuasioch, YTO peO0eHOK POIMIICS OT ITepBOit
OepeMEHHOCTH, POJIbl B CPOK, Macca Teja MpU POXKIEHUN —
3050 r., oueHka no mkajie Anrap — 8/8 d6anos. [Tocie poxie-
HMSI: COCTOSIHUE peOeHKa CpeTHEN TSDKECTH 32 CU€T MHOXKECTBEH -
HBIX MTOPOKOB Pa3BUTUSI, HEBPOJOTMUYECKON CUMITOMATUKH.
Co ci10B Matepu, 6epeMEHHOCTb ITpoTeKaia 6e3 0COOCHHOCTEIA.
HMMMyHoOI0rMYecKoe MccliefIoBaHue MaTepH, BKITIOYAoIlIee ce-
POJIOTMUYECKYIO TMarHOCTUKY Pa3IMYHBIX MHGMEKIUI METOIOM
MMMYHO(MEPMEHTHOTO aHaIu3a, BbISIBUIO HAJIMUME aHTUTEN K
XJaMUJUSIM, ypearuiazme.

PesynbraThl KIMHUKO-TEHEATOTUUECKUX UCCIeT0BaHU
He MOKa3aJIh OTATOIIEHHOCTH FeHeaJOrMYecKoro aHaMHe3a,
OITHAKO CJIelyeT OTMETUTD HAIMuKe OJIM3KOPOACTBEHHOTO Opaka
y poautesieil. LlutoreHeTuyeckoe ucciaea0oBaHue MaMbl peOeH-
Ka YCTAaHOBMJIO HOPMAaJIbHbBINA XKEHCKUT Kapuotun — 46,XX.
JuarHos: «cunapom dpeiizepar.

B pesyabraTe yabTpa3ByKOBOIO MCCJENOBAHUSI OPraHOB
OPIOIITHOM IOJOCTU Y peOeHKa YCTaHOBJEHBI YMEePEeHHbIe AU -
(by3HbIe U3MEHEHMSI B MTAPEHXUME €IMHCTBEHHO JIEBOI MOYKH,
MUES0IKTa3UsI § MM.

OdranbMoiornuyeckoe oociieoBaHue pedbeHKa Ha 7-i1 ICHb
KM3HU MOKa3aj10 O0LIMPHYIO KOJJOOOMY BEpXHEro BeKa CIlpaBna,

1 110 9KCTPEHHbBIM MTOKa3aHUsIM ObL1a TPOU3BEIeHA OTlepalius —
MOKpoOBHas KeparoriacTuka no KyHry ¢ 6inedapopadueii. Yepes
2 HeJ HaJIOKEHHBIE Ha BEKU IIBbI MIPOPE3aIUCh, PeOCHOK ObLIT
HampaJieH B IETCKOE KOHCYIbTaTUBHO-TIOJUKJIMHUYECKOE OT-
nenenue LleHtpa.

[Ipu BHemIHEeM ocMOTpe 000X a3 BBHISIBJEHBI MHO-
JKEeCTBEHHbIE TTOPOKM Pa3BUTHUS BeK: pyOloBas aedopmaiius,
cumbiedapoH, Ha MpaBoM TIja3y — oOLIMpHas KoJioboma
BEPXHEro BeKa.

[Tpy 6GMOMUKPOCKOMMHY MPABOTO IJ1a3a OMPeAeIsUIUCh Clie-
NIYIOIIME U3MEHEHUST: YMEHBIIIEHUE B padMepax IJIa3Horo s10J10Ka,
CMelIaHHas MUHBEKIIMsI, CIM3UCTO-THOMHOE OTAEISIeMOE, MUKPO-
KOpHea, KCepOo3 POrOBUIIbI, PYOLIOBbIE U3BMEHEHH ST POTOBULIBI Y
nuMba, aeclieMeTollesie B LIEHTpEe poroBullbl. [ryoxenexaiye
OT/IeJIbl HEe BU3YaJlu3UPOBAIKCH, pedaeKc IJa3Horo JHa OT-
cytcTBOBaJI. ClleBa OTMEYAIOCh BBIPAXKeHHOE CYXKeHUe Ia3HOM
e 10 9,0—10,0 MM, yMeHbllIeHHe B pa3Mepe KOHbIOHKTUBAIb-
HO¥ MOJIOCTH C YIIOIIEHUEM HUXKHETO CBOJIA M 3a4aTOK IJ1a3HOTO
s10JI0Ka, TIOKPBITOIO KOHBIOHKTUBOI (puc. 1).

C nomolibio 3xorpacduu yCTaHOBJIEHO YKOPOUYEHUE
nepenHe3aaHeir ocu (IT30) oboux raas: 16,4 MM cripaBa 1
9,2 MM crieBa (puc. 2). B-ckaHupoBaHue MpaBoro rjiasa nokasaio

Puc. 1. BHewHnin Bug pebeHka ¢ cuHapomom Ppeiisepa
Fig.1. The infant with Fraser syndrome

Puc. 2. Oxorpadus rnasa (B-pexum) pebeHka ¢ cuHapomom Ppeit-
3epa: rnasHole 9610Kkn ymeHbleHbl B paamepax: N30 cnpaBa —
16,4 mm; N30 cneBa — 9,2 Mm

Fig. 2. Echography of the infant’s eye with Fraser syndrome (B-mode):
eyeballs are reduced in size: Axial length of the right eye — 16.4 mm;
axial length of the left eye — 9.2 mm
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OTCYTCTBUE MAaTOJIOTMYECKUX U3MEHEHU A CTEKJIOBUIHOTO TeJa U
000J104€eK IJ1a3a; CJIeBa BU3yaIU3UPOBAIMCh MPU3HAKU (prubpo3a
CTEKJIOBUHOTO TeJia, YTOJIIEHUE 000JI0UeK IJ1a3a U OTCI0MKa
CceTyaTKM. YJIbTpa3ByKOBOE UCCIEeI0BaHUE OPOUTHI C OLIEHKOM
AKyCTUYECKUX U OMOMETPUYECKUX XapaKTePUCTUK BbISIBUIIO
YMEHbIIIeHUE AuaMeTpa 3puTeJbHOro HepBa B 2 pasa Mo cpaB-
HEHUIO C BO3PAaCTHOI HOPMOIA, TOJIIIMHA HepBa ¢ 000J10YKaMU
cocrabJjsiia He 6osee 1,0 MmM. Xo 3pUTEILHOTO HEpBa B opOuTe
U BKCTPAOKYJISIPHBIE MbILLIILIbI HE U3MEHEHBI.

Ha ocHoBaHuMUM aHaMHe3a, Pe3yabTaTOB KJIMHUKO-
WHCTPYMEHTAJIBbHOTO 00CJ/IeIOBAHUS YCTAHOBJIEH JIUArHO3:
«MHOXECTBEHHbIE TOPOKH Pa3BUTHSI BEK, pyO110Bast AehopMariust
BeK, cuMOJjiepapoH 000MX IJ1a3, 00IIMpPHAs KOJIOOOMa BEPXHETO
Beka, MukpodTanbM Il crerneHu, MUKpOKOpHea, AeCLIEMETO-
11eJie IpaBoro riasza u Mukpodtanbm 111 crenenu, pubpos cre-
KJIOBUAHOTO TeJia, OTCIOMKA CETYATKU JIEBOTO IJ1a3ax.

Ilocne KoHcyabTalu pedbeHKa B OTAee IJIacCTUYeCKOM
XUPYPIUM U IJ1a3HOro mpore3upoBaHus LleHTpa ObU10 peko-
MEHJI0BAHO MPOBEJICHUE C OPraHOCOXPAHHOM 1IEJIbIO TOBTOPHOM
6siedapopaduy Ha MPABOM IJ1a3y B YCIOBUSIX MHOTOMPO(hUIIb-
HOTI'O CTallMOHApPA C YYETOM TIXKEJTOU COMATUYECKOM ITAaTOJIOTUN
pebeHka, a 3aTeM CTYNeHYaToe Ia3Hoe MpOoTe3upOoBaHUE Ha
JIEBOM TIJ1a3y.

Ilo naHHBIM JUTEpPATYphl, peabUIMTALIUS JETei C BPOX-
JIEHHBIM MUKPOMTATbMOM BKJTIOUAET CTYTIEHUATOE MPOTE3UPOBa-
HUE, LEJIbIO0 KOTOPOTO SIBJISIETCS UCITPABIEHUE KOCMETUYECKOTO
nedexra u npoduiakTuKa Iporpeccupyolieii aCuMMeTpUn
JIMLIEBOTO CKeJjieTa uepemna [6, 7].

TTocne onepauuu Giedapopacduu Ha MPaBOM IJ1a3y MpU-
CTYNWJIM K MEPBUYHOMY TJIa3HOMY MPOTE3UPOBAHUIO CJIEBa.
Ha nepBoM atane npore3rpoBaHue y pedeHKa ObLI0 3aTPYyIHEHO
13-3a PE3KOr0 YMEHbIIEHUS! KOHbIOHKTUBAJIIBHON MOJIOCTU U
Y3KOM I1a3Hoi 1mean. B ¢BsI3u ¢ aTUM BHavajle ObLT MCIHOJIb30-
BaH KPYIJIblii KOH(GOPMATOp B BUIIE TOPOIIMHBI MUHUMATbHBIX
pa3mepoB, nuameTrpom 5—7 MM. M3-3a y3Koil riia3Hoi 1ueaun
KOH(MOPMATOP XOPOIIO YAepKUBaJCs B MOJOCTU (puc. 3).
IIpore3 B KOHbIOHKTUBAJIbHOM MOJOCTU HAXOAWJICH KPYIJIOCY-
TOYHO. 1151 TpoUIaKTUKN KOHBIOHKTUBUTA U TUTUEHUYECKOTO
yX0Jla Ha3HAaYaJIu UHCTUJUISILIMKA BOJHOTO PacTBOPa XJIOPreKCU-
nuna 0,05 % wnu mupamuctuna 0,01 %.

Btopoii aTan npore3upoBaHus ObLI Ha3HAUYEH PeOEHKY
yepe3 4 Hel A MOCTENIEHHOTO YBEeJUUEHUsT pa3MepOB KOH-
dopmaTopa. B ganbpHeillieM cTynmeH4yaToe MpoTe3UpOBaHUE
PEKOMEHIOBAIM IPOBOIUTH KaxKIble 4—6 Hell U MEHSITh (hopMy
MPOTE30B Ha ABOSIKOBBITYKJIbIE WM MJIOCKOBBIMYKJIble KOH(DOP-
MaTophbl, a 3aTeM Ha MPOTe3bl MAJOro pazMepa CTaHAAPTHBIX

dopm [6, 7].

SAKIIOYEHUE

TpencraBneH KIMHUYECKUII cirydaii cuHapoma dpeiisepa,
KOTOPBIN SABJISICTCS PEAKOM BPOXKICHHOM MATOJIOTMEN y IeTe 1
MOXET COUeTaThCs HE TOJIbKO C MUKPO(DTATIBMOM, HO U C IPYTH -
MU O(PTATBMOJIOTUYECKUMU MPOSIBJICHUSIMUA B BUJIE aHOMaJIU i
pa3BUTHS BEK, YKOPOUEHUS U CYy>KEHUS TJIa3HbIX LIEJIei, 3HAUM -
TEJIbHOTO YMEHbIIEHUSI KOHBIOHKTUBAJIBbHOM MOJI0CTH, MUKPO-
KOpHea, a Takxke ¢pubposa CTeKJIOBUIHOTO Tejaa U OTCAONKU
cetyaTku. CoMaTHUYeCKM CTaTyC TaKUX JAETEN XapaKTepu3yeTcst
CJIeYIOLIMMU MOPOKAMU Pa3BUTHUS: aT€HE3UEH OJTHOM WU IBYX
rnoyek, OpaxMCUHAAKTUINEH, MHOXECTBEHHBIMU aHOMAJTUSIMU
JMua, yuen, Kiutepomeranuein. Hepenko mmeet mecto mnpe-
HatanbHoe nopaxkeHnue LIHC, cunapom runepBo3dyamMocTu,
MBILLIEYHBIN TUTIEPTOHYC, TOCTTUMOKCUYECKUE HAPYLLICHUSI.

Bce BbIlIensioxeHHOe MO3BOJSIET PEKOMEHI0BATh B
KJIMHWYECKOW MpakTuke aeTsiM ¢ cuHapomom Dpeiizepa mpo-
BEJIEHUE KOMITJIEKCHOTO 00C/IeIOBAHHUS, BKJIIOYAIOLIETO, TTOMU-
MO CTaHIAPTHBIX 0(TATBMOJOTUYECKUX METOMK, MPOBENECHUE
axorpaduu riazHeIX s16J0K (ecJu OHU UMEIOTCS) U OPOUT ¢
peructpanueil Guomerpuieckux napamerpon [130 riasza u 3pu-
TeJbHBIX HEPBOB. O0s13aTeIbHBIM YCJIOBUEM SIBIISIETCS JIeUeHUE
1 HaOJII0ICHWE Y CIIEIYIOIIMX CIIeIUATUCTOB: TIeAMaTPa, HEBPO-
Jiora, Kap/iMoJiora, Xupypra-oproresia, reHeTUKa C HA3HaYeHUeM
LIMTOTEHETUYECKUX MCCIEIOBAHUI, a TAKXKe KOMIbIOTEPHOM
ToMorpacdhuu, MAarHUTHO-PE30HAHCHOI TOMOrpaduu 1 yabTpa-
3BYKOBOT'O MCCJIEIOBAaHUSI BHYTPEeHHUX opraHoB. [1pu BpoxaeH-
HOM MUKpOdTaTIbMe HE0OX0IMMa KOHCYJIbTAIlMsI CIIELIMATIMCTOB
B 00JIaCTU TUIACTUYECKOU Xupypruu. Peabunurtauus nereit ¢
BPOXAEHHBIM MUKPOGDTATbMOM 3aKJII0YAETCsl B MPOBENCHUU
CTYIEHYATOro [Ia3HOTO MPOTE3UPOBAHMS C TOCTENIEHHBIM YBEJIU-
YeHreM pazMepoB KOHGOPMATOPOB U HA3HAYEHU U CTaHIAPTHBIX
IJIa3HBIX TIPOTE30B KaxIbie 4—6 He/l.
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