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Cungpom [onsimana-®aBpa, Takke H3BECTHBIN KaK Tskenas popma IMOBBIMIEHHOTO S-KOIOOYKOBOTO CHHAPO-
Ma, SIBJISIETCS] HACIEACTBEHHBIM 3a00JIEBAaHHUEM IV1a3, KOTOPOE MOPaXKaeT CETUATKY.

B ceTuarke HaxomsTCs «KPACHBIE», «CHHHE» U «3EJICHBIe» KOJIOOYKH, KOTOPBIE MO3BOJISIOT HaM MPAaBUIILHO
BUJIETH IBETA, U MTAJIOYKH, KOTOPHIE IIO3BOJIIIOT HAM BHJCTh B TEMHOTE.

JIronu ¢ cuagpomom [onsamana-®aBpa pokAAIOTCS C MEPEH30BITKOM CHHUX KOJIOOYEK, YMEHBIICHHBIM KOJIH-
YEeCTBOM KPACHBIX M 3€JICHBIX KOJIOOUEK M YMEHBIICHHBIM KOJIMYECTBOM Hajouek [1].

B pesynbTaTe OHM HCTIBITHIBAIOT TOBBIIICHHYIO YyBCTBUTEIBHOCTD K CBETY, HOYHYIO CIICNOTY, BOSHUKAIOLIYIO
Ha paHHeM 3Tale )KU3HHU U oBpexxaeHne cetuarku [2] Cunapom ['onpamana-daspa MokeT OBITH BEI3BaH MyTallH-
simu B reHe NR2E3 u Hacnenyercst ayToCOMHO-pPELIECCUBHBIM ITyTeM [2].

JleueHne MOXKET BKITIOUATh JIA3€PHYIO (POTOKOATYIISIIUIO ¥ JICKAPCTBEHHBIE CPE/ICTBA, TAKUE KAaK alleTa30JIaMu,
JIOp30JIaMUJ] ¥ IMKIIocTiopuH A [3, 4].

TpynHo npenckasars, kak cuHapoM [onbamana-®PaBpa MOXKET BIMATh HA YEIOBEKa C TEUEHHEM BPEMEHH, HO B
THUIINYHOM CITydae OONIe3Hb IPOTPECCUPYET.

[posiBneHre cMMITOMOB 3a00JIEBaHHSI MOTYT 3HAYUTEIILHO BAPbUPOBATHCS OT YeNIOBeKa K yesoBeKy. Hekoro-
pale moau ¢ cuaapomoM [onamana-®daBpa UCIBITEIBAIOT HOTEPIO 3PEHUS U BOBIEYEHHOCTh CETYATKU C I€TCTBA, B
TO BpeMs KakK JIPyTHe COXPaHSIIOT (PYHKIHIO CETYATKH JI0 TITyOOKO# cTapocTH [35, 6].

Kpowme Toro, y nereit umeeTcs ruInepMeTpoIts, HHOTAA C aCTUTMAaTU3MOM U Pa3BUBAETCA KOCOIIa3ue (930TPOIHS).

IIpu OCT oTmeyaeTcst HaJaUYnEe PETUHOLIN3UCA U LIUCTOUIHBIA OTEK MaKyJbl.

B mpezncraBneHHOH cTaThe ONMMCaH KIMHWYECKHH cirydail cuaapoma [onmpamana-®aspa y pebenka.llamment
JL.B., 4-x net, poauicst ot Bropoii 6epemenHoctu. Y marepu muonus 7,01, cpocuimecs a8a pedpa (cuHoctos). Y
Hee BbIsABIeH MyTauuoHHbIH reH — MTHFR:677C>T (Ala222Val), KoTOpblif MOXKET BBI3BAaTh MIOPOKHU IUIOAA. DTO
uccienoBaHue OblIo poBeneHo B Poccun.

VY npabalymiku pedeHKa 10 MaTepHHCKOH JIMHUY BPOXKJICHHON OTCYTCTBHE JIEBOTO ITpeAIuIeybs. beutn npobie-
MBI CO 3peHHEM. Y MAIMEHTa U Y MaTepH UMEETCS JUCKUHE3HS JKETIHOTO MPOTOKa.

Huskoe 3peHne y pebeHKa poauTeIn OTMEUAtoT ¢ poxaeHus. OH paccMaTpHUBal MPEIMETHI ¢ OJIM3KOT0 paccTo-
stHus. B 2 roya cranm 3amedars OTKJIOHEHHUE JICBOTO I1a3a KHyTpH (puc. 1).

VY nmanueHTa BbIpaKeHHast CBETOOOA3Hb, 3aTPYJHEHHE OPUEHTAUH B TEMHOTE.

BbuIH BBINMCAHBI OYKH U ITOCTABIICH IMArHO3 MakyJIoAuCTpodusi, a 3aTeM arpodust 3pUTEIbHBIX HEPBOB.

[pn mocrymnennu: Octpora 3penus npasoro riasza 0,2 (20/100) ne koppurupyer, jesoro — 0,1 (20/200) ve
KOPPHUTHPYET.

Puc. 1. ITauuent JI., OD —330Tponus
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[Ipu B3mIAIE IPSAMO JIeBOE TIIa3HOE A0JI0KO OTKIIOHAeTcs KHyTpH Ha 30 PD. Yrom nepBHYHOTO OTKIOHEHHUS
paBeH yITy BTOPUYHOTO. J[BH>KEHUS IM1a3HBIX SI0JIOK COXPAHEHBI B IOJTHOM 00beMe.

Pedpakuus runepmerpomust ¢ acturmatiusmoM B 0,751, OnTHyeckue cpepl Ipo3padHble. XPYCTaauK MPo-
3pavHbIi, B CTCKJIOBUAHOM Teiie cabo BBIpaKEHHAs HUTHATas ASCTPyKIua. Ha riasHoMm JHE BHIHA OOMMpHAS
obmactp peruHommznca. Cocynsl ceTyaTku He n3MeHeHs!. [lepudepns ceTuarku 6e3 N3MEHEHNH, KOCTHBIX TEJIel]
He Habmromaercs (puc. 2).

Ha cnexrpanpHOM JIoMeHe onThHdeckoi korepeHTHOH ToMorpaduu (SD-OKT) mpaBoro miasa ormedaercs
HCTOHYEHHE (DOBEALHOM TOMIIMHBI CETYATKH M PETHHOIIM3KC, B OCHOBHOM BHYTPEHHETO HYKJIEAPHOTO CIIOSI.
OJTUICOnIHAS. M B3aNMOCMBIKAIOIIAs 30Ha KOJOOUEK HEe MPOCIIS)KUBAIOTCS Ha TAHHOM CHHUMKe. Bee ocTampHbIe

CJIOW CETUATKU OTHOCUTEIBHO COXpaHeHb! (puc. 3,4).

Puc. 4. ITauuent JI., OD: simneiinblii pactp SD-OKT,
PeTHHOLIU3HC,

Puc 3. Mauuent JI., OD: SD-OKT, peruHomusuc

Ha cnexrpansroit OKT neBoro ria3a BEISIBICHO HCTOHUCHHE (DOBEATBHOM TONIIMHBI CETYATKH U PETHHOIIN-
3HUC, B OCHOBHOM BHYTPEHHETO HYKJICAPHOTO CIIOS. DIITUIICOMTHAS 30HA KOJIOOYEK U HapyKHAs ITOTpaHnIHAs MEM-
OpaHa He IPOCIICKUBAIOTCS. BuiHa HapyIIICHHAS CTPYKTypa B3aMMOCMBIKAIOIICH 30HbI KO1bo4uek Bee ocTanbHbie

CJIOM CETYATKH OTHOCUTEIIFHO COXPAHCHHI (pHC. 5).

Puc. 5. Ilauuent JI., OS: SD-OKT, perunomusuc boisHoMy npoBeneHo
JnekTpopernHorpaguyeckoe oodciaenosanue (IPI') (puc. 6).

Amriuntyna MakcuMaiabHoi OPIT 06onx a3 3HAYMTEIBHO CHYDKEHA IIPH 9TOM JIATGHTHOCTB B IpeAesiax HOp-
MBI (puc.6-a). IIpu o6cnenoBannu koiadoukoBoit OPI' aMIunTyja CHI)KEHA YMEPEHHO - JTaTeHTHOCTh B IpeAenax
HOpPMBI (puc.6-0).
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Puc.6. [loka3zaresun DPI': a) makcumansnas IPI'; 6) konoouxoBas IPT

Y4uTHIBas BCE 3TH NMPU3HAKHU, MTOJHOCTHIO COBIAJAIONINE C OMMMCAHHEM BBIIIE, peOCHKY IOCTABICH AUArHO3
cuaapom lonpamana-®aspa. Ot nedeHus pemeHo Bo3aepxarbes. Hasnadenst ouku ¢ 50% ¢oroxpomusiM addexk-
TOM U TUHAMHYECKOE HAOMIOICHNE.

Kpome Toro, HTEpeCHO MPOCIEAUTH BIUSHUE OJHOTO WM JBYX T'€HOB Ha Pa3BUTHE aHOMANNH Y POICTBEHHHU-
KOB. BEeposATHO B 3aBUCUMOCTH OT TOTO, B KAKOM OKpPY>KEHUU HAXOAMUTCS T€H, BOSHUKAET Ta UM MHAsl BPOXKICHHAS
MATOJIOTHS: OTCYTCTBHE PYKH, cpociinecs pedpa wiu cuagpom [onsamana-Daspa.

Taxum oOpa3om, peCTaBIeHHBIN KIMHUYECKUN CiTydai, CONMPOBOMXKAAIOMIMIACS OOIIUPHBIM PETHHOIIN3UCOM
y pebeHKa ¢ MpOBEACHUEM JOMOIHUTEIBHBIX HCCICIOBaHNI TO3BOMSET JTUarHOCTUPOBATh HAJMYUE CHHIpOMaA
Tlonpamana-daspa.
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Akad. Zorifo Oliyeva adina Milli Oftalmologiya Markazi, Baki sah., Azarbaycan
Azarbaycan Dévlat Tibb Unversitetinin oftalmologiya kafedrasi, Baki soh*

Acar sozlor: Qoldman-Favr sindromu, ezotropiya, retinosizis




2017/3 (25) . KLINIK MUSAHIDBL3BR
OFTALMOLOGIYA

ELMI-PRAKTIK JURNAL

XULASO

Maogqalado 4 yashi usaqda nadir Qoldman-Favr sindromu tosvir edilmisdir. Toqdim olunan patologiya irsi retinal
xostoliyin diizgiin diagnozunun miioyyon edilmosinin miirokkobliyini gdstorir. Daqiq diagnozun qoyulmasi vo
diizgiin miialiconin aparilmasi xastaliyin qarsisini almaga imkan veracok. Ehtimal var ki, anasinda olan MTHFR:
677C> T (Ala222Val) patoloji1 mutasiyon gen usaqda Qoldman-Favr sindromunun yaranmasina sabab olmusdur.

Gadjiev R. V., Kazimova L.A.*

RARECASE OF THE GOLDMANN-FAVREB SYNDROME IN A CHILD
(CLINICAL CASE)

National Ophthalmology Center named after acad. ZarifaAliyeva, Baku, Azerbaijan
Department of Eye Diseases of the Azerbaijan State Medical University named after N.Narimanov*
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SUMMARY

The article describes a rare case of the Goldmann-Favre syndrome in the 4-years old child. The presented
case of the hereditary retinal disease illustrates the complexity of the correct diagnosis. The correct diagnosis and
the correct treatment will make it feasible to prevent the development of the disease. The revealed pathological
mutational gene - MTHFR: 677C> T (Ala222Val) in mother apparently caused the presence of the Goldmann-
Favre syndrome in the child.
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