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IIpedcmaenen 0630p aumepamypsl u cobcmeerHoe Habnoerue 3a pebeHKoM 6 aem ¢ cuHOpomom Bunvsmca, komopulii 6bi1 ycmanoe-
aeH He cpasy. Tlepsonauanvro pebenky nocmaesunu 0uaeHo3 «uacmu4ras ampoghus spumenvroeo Hepea (YA3H)». Haauuue ceemobossmu,
HOPMAAbHOU KOAOPAYUU 3DUMENbHO20 HEPEA 8 COHeMAaHUU ¢ HU3KOL 0CMPOMOIl 3peHuUst danu nogod 3ano003pumy 8P0JICOEHHYI0 NAMOA02UI)
cemuamiu. Ilocae komniaexcrnoeo 06caedoganus (6 mom vucae OYeHKU 3pUMENbHbIX GbI36AHHBIX HOMEHYUAN08 HA GCHbIUKY U 00palyaemblil
nammepH, mecmupo8anusl Y8eno8020 3peHus u m. d.) ouaenos « {A3H» vt cuam u ebicmasaet duaenos: «OU — koabouxosas ducmpoghus
cemuamiu, 6pocoerHblil Hucmaem». Obpaujana Ha cebsi BHUMAHUE MAKNCE UPe38bIHAHAsL 00UUMENbHOCMb U PA32080PHUBOCHb MANBYUKA
(Komopulii nocmosiHHO mpe606an K cebe GHUMAHUS), XOMs HEKOMopble (hpasvl 6 peuu peOeHKa Obiau 6ecCMbICACHHbL U He C8A3AHbL MeNCOY
coboti. Ilocae pempockaeponaomouposarus buomamepuaiom «Aitonianm» nayueHm Ovla 6bINUCAH ¢ peKoMeHOayuell npolmu eeHemuye-
ckoe oocaedosanue 6 meduko-eenemuyeckom yenmpe um. H.I1. boukoea, ede y pebenka abiaguau peoKyro eeHemuuecKyo namonoeuo —
cunopom Buavsmca.
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About Williams syndrome.
Literature review and case report
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The authors present a literature review and their own observation of a 6-year-old child with Williams syndrome, which, however, was
not immediately diagnosed. Initially, the child was diagnosed with partial optic nerve atrophy (ONA). The presence of photophobia, normal
optic nerve coloration in combination with low visual acuity gave reason to suspect congenital retinal pathology. Based on the obtained data
of a comprehensive examination (including the use of visual evoked potentials for a flash and a reversible pattern, testing color vision, etc.),
the diagnosis of ONA was exluded and the following diagnosis was made: OU — cone retinal dystrophy, congenital nystagmus. In addition,
the boy’s extreme sociability and talkativeness (he constantly demanded attention) attracted attention, although some phrases in the child’s
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speech were meaningless and unrelated. After retrosclerofilling with Alloplant biomaterial, the patient was discharged with a recommendation
to undergo a genetic examination. After examination at the Bochkov N.P. Medical Genetic Center (Moscow), the child was diagnosed

with a rare genetic pathology — Williams syndrome.
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T'eHeTnyecku oOycioBIeHHbIN cuHapoM Bubsimca (CB)
(Ha3BaH B YeCTb HOBO3EJaHACKOro kapauoJiora JxoHa Bu-
JIbSIMCA, OTKMCABILIETO ero BrepBbie B 1961 r.) xapakTepusyeTcst
YMCTBEHHOM OTCTaNOCThIO (BCIAEACTBME BBIMAACHUS yyacTKa
¢ 26—28-M renamu u3 7, a uMeHHO 7q11.23-XpOMOCOMBI, OTBe-
Yaroliero 3a pa3BUTHE TOJJOBHOTO MO3ra), HATMUMEM CepIeUHO-
COCYIIMCTOI MaToJornu (apTepuaibHbIX CTEHO30B, BPOXKAEHHbIX
MopokoB cepaua y 75—80 % maimeHTOB), SHIOKPUHHBIX Ha-
pylIeHuii (uauronaruyeckas TMepKajiblMeMusl, TUIIOTUPEO3
U Ap.) U TUITMYHOM BHEIITHOCTU — «JIMLIOM 3Jib(ha» B UX Tpaau-
LIMOHHOM, (DOJILKJIOPHOM BapuaHTe (OoJblIve rj1a3a, 0ObIYHO
C pamy>KKoil CBETJIOTO 1[BeTa, YaCTO SIPKO-TOJIy00ro, KOpOTKUA
HOC C YTUIOIIEHHBIM TIEPEHOCHhEM M OTKPBITBIMU BIIEPE HO3IPSI-
MU, OOJIBIIOI POT, MOJIHBIE 1€KW U TYObl, 0COOEHHO HIKHSIS,
3ay>kKeHHasl, 3a CYeT AMUKaHTyca, (popMa BeK, MaJIeHbKUIA OCTPbII
MOa00POIOK), — COUYETAIOIIEICS C TIOCTOSIHHOM 1 SIBHO MOBBI-
IIEHHOM MPUBETINBOCTHIO B 0011IeHUU. CXOACTBO C «JIULIOM JTb-
(ha» moguepKMBaeT yacTo Hab0AaeMas yiIbIOKa narueHTa [ 1—6].

CB — aT0 reHeTMYecKOE 3a00JIeBaHUE, TPEATTOI0XKUTh Ha-
JIMYKME KOTOPOTO MOXKHO I10 XapaKTepPHbIM yepTaM Juiia (puc. 1).

Yro xe KacaeTcsl reHeTUYeCKMX U3MEHEeHUI, BbI3bIBAIO-
mux CB (MyJbTUCUCTEMHOTO FEHOMHOTO 3abojieBaHusl, 00-
YCJIOBJIEHHOTO, KaK Y€ YIIOMUHAJIOCh BbIllIe, MUKPOJeIeLINeit
XpPOMOCOMHOI o6actu 7q11.23), To OOJILIIMHCTBO Cllydyacs
SIBJISIIOTCSI CIIOPaAMYEeCKUMU, OHM, KaK MPaBUIO, BOZHUKAIOT
BCJIEICTBYE CIIOHTAHHOM MyTallMy, 3HAYUTEJIbHO peXe OTMeya-
I0TCSI CJTy4au HaCJIeJICTBEHHOCTH 110 ayTOCOMHO-IOMUHAHTHOMY
tuIty. Yaue HaOGI01aeTCsl Hace0BaHUE OT MaTepu K peOeHKY,
yem ot otua [8]. [Tpu 3TOM reHIepHOIi 3aBUCUMOCTU B pa3BUTUU
JIAHHOTO CUHApOoMa He oTMevaeTcsl. [T0CKOJIbKY CUHIPOM BO3-
HMKAaeT CMOpaJNyecKu, PUCK MOBTOPHOIO POXIEHUS peOeHKa
C TaKUM Xe 3a00J7eBaHUEM B CEMbSIX, YK€ UMEIOIIUX OJHOTO
pebeHka ¢ CB, B mogasJsionieM O0JIbIIMHCTBE CJIy4aeB OlLIEHU -
BatoT Kak HU3Kuii [9]. O.M. Xypc u coast. [10] BriepBbie Mpe-

Puc. 1. MaTtb 1 go4yb ¢ cnHgpomom Bunbamca: cnesa — goyb 17 net; cnpasa —
MaTb 46 net (HabnoneHwe C. Morris n coasT. [7])
Fig. 1. Mother and daughter with Williams syndrome: on the left is a 17-year-old
daughter; on the right is a 46-year-old mother (observation by C. Morris, et al. [7])

CTaBUJIM HaOJIONEHWE TaHHOTO CUHIPOMA Y 3 PONCTBEHHUKOB
B 3 MOKOJIEHUSIX C Iepeaadeiit xpomocomHoro aedekra 7q11.23
110 MaTepUHCKOM JUHUU B NBYX. [IpoBeieH aHan3 (heHOTUIH -
YeCcKOro CreKTpa 1 MoKa3zaHa BHyTpUceMeiiHast BApUabeIbHOCTh
KJIMHUYECKUX MPU3HAKOB.

Hano ckazats, uro nedekrsl B JIHK npuBoasar takxe K He-
JIOCTaTKy 00pa3oBaHus OejiKa 2;1acThHA (KOTOPBI BXOIUT B CO-
CTaB CTEHOK KPYITHBIX COCY/IOB M KJIallaHOB cepjlia) U TOPMOHA
IIMTOBUIHOM 3XeJe3bl KaJTbLIUTOHWHA, K HapyIIeHUIO Tpoduye-
CKMX ITPOLIECCOB HEPBHOI TKaHU U OOMeHa yrjieBoaoB [7, 11].

CHUHOHMMAaMU JAHHOTO CUHAPOMa, BCTpeyalolierocs
cyactoToii ot 1 13 20 ThiC. 10 1 U3 7,5 THIC., ABISIETCS «CUHIPOM
Bunbsimca — BoiipeHa» (HeMelkoro Bpaua A. boiipeHa, KoTo-
pbiit, He3aBucumo oT JI. Busbsamca, B 1962 1. omucan ciaydyau
JIAHHOTO 3a00JIeBaHUsI), «WIMLO 3Jb(pa ¢ TUNEPKATbIIIEMUEIi»,
«uH(paHTUIbHasT Tunepkainbuemus» (Williams — Beuren
syndrome, win WBS-cunnpom). letu ¢ CB yacTto poxnaioorcst
C HU3KOM Maccoii Tesia, U y HOBOPOXIEHHBIX B TAJIbHEUIIIEM HE-
peIKO OTMeYaloTCsl, IOMUMO 4acTo HabjonaeMoin (MpuMepHo
y 80 % MaJtbliiieii) KaparOBacKyJ/ISIPHOM MMaTOJOTHMH, eIle U pe-
CMUPATOPHBII NUCTPECC-CUHAPOM, CENTULIEMUS U 1p. B paHHeM
JIETCKOM BO3pacTe HabJ101aeTcsl OTCTaBaHUeE B ICUXOMOTOPHOM
1 PeYEeBOM OTHOIIEHUHU, a YK€ TIPU JaJIbHei1eM B3poCaeHUU
pa3BUBAETCSl YMCTBEHHAs! OTCTAIOCTh, HO, KaK MpaBUJIO, He-
00JIBIION MO0 YMEPEHHOI BhIpaxkeHHOCTH [ 12, 13]. TUmUYHbIMU
JUTS1 TestocioxkeHus nauueHToB ¢ CB sBisiioTcs y3kuii KpecTell,
JIJIMHHA 111es1, TOKaThIe IJIeYU, HeOOIbIIIOM MOIKOXKHO-KIPOBOI
cJioit kinetdatku [ 14].

ITomMuMo Takux HapylleHUI, KaK OTCTaBaHUE B (pu3nye-
CKOM Da3BUTHM, OTMEUYEHA MbIIIEYHAs] TUTIOTOHUSI, MTPOOJIEMBI
C COCaHUEM, IJIOTAaHUEM U PaBHOBECUEM, MATOJOTHSI COEAMHN-
TeJIbHOM TKaHU (MPUBOJSIIAS K PA3BUTHUIO MYTTOYHBIX Y TTAXOBBIX
I'PBIK, Ype3MepHas pacTsIKMMOCTb KOXHU, OTpaHUYEHME CYyCTaB-
HOW MOJIBMXKHOCTH ), HEPBHOM CUCTEMBI (UaCTO SHYPE3, TPEBOX-
HbI€ COCTOSIHUSL U T. 11.), TTOUeK (TUIOIIa3us ToyYeK,
HedpoKaJbIIMHO3, TTOYeYHass HEJOCTATOUHOCTD,
CTEHO3 MOYCYHOI apTepUuu U JIp.), paCCTPOIMCTBA K-
1eBapeHus, cayxa (peMANBUPYIOLTUI CPETHUI OTHUT,
MOTeps ciiyxa), MCUXOIMOIIMOHAIbHbIE U3MEHEHUSI
(Ha (oHEe OTKPBITOCTH, TOOPOAYILINSI, CTPEMJICHUS
K OOILIEHMIO, TOBEPUUMBOCTU — AE(UILIUT COLUATU-
3alMU M B3aMMHON KOMMYHUWKAIIMM), MOBBIILIEHHAS
YyBCTBUTEJIbHOCTD K 3BYKaM, TMIIO- U MUKPOJOHTHSI,
aytusMm u 1p. B uenom mauueHtos ¢ CB otmimyaior
9MOLMOHAJIbHAS JTaOUJIbHOCTb, UMITYJbCUBHOCTD,
nedUIUT BHUMaHUsI, HaBsI3UMBasi KOMMYHUKAOEb-
HocTb [12, 15—19]. A BOT BbIpaxkeHHasi HEBPOJIOTH-
yeckasi CMUMIITOMaTHKa, rpydas 3ajepxkKa peueBoro
1 HEPBHO-TICUXUYECKOTO PA3BUTHSI C OTCYTCTBUEM CO-
LMATM3al11, CYTOPOXHBII CUHAPOM He XapaKTePHbI
st nauueHTos ¢ CB [20].

VY nauuenToB ¢ CB yacTo Habonal0TCs U pas-
HOOOpa3HbIe HAPYILIEHMS CO CTOPOHBI OpraHa 3peHUsI.
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IMocnenHue 3aKI0YAIOTCSI B HAJIMUMM KOCOTJIa3usl, HUCTarMa,
HapylIeHUIA 3pUTEbHOI OpUEeHTAlUU U pedpakiii, CTeHO3a
(rumnoruIa3umn) cie3Ho-HOCOBOro npotoka [17, 18].

CrieyeT OTMETUTh, YTO XOTSI MHTEJIJIEKTyalbHbIe CITIOCO0-
HocTu nmauueHToB ¢ CB ObIBalOT 4acTO CHUKEHBI (CTpajaroT
MPOCTPAHCTBEHHbBIE MPEACTABIECHMSI, OPraHU3alIMs U TUTAaHUPO-
BaHUe, aOCTPaKTHOE MBIIIEHUE), OHAKO OTKJIOHEHMS B pa3-
BUTUU MOTYT OBITh OTHOCUTEILHO HEOOIBIIUMU. XOTS CASAYET
OTMETUTb, YTO HAPYIIEHUS] MHTEIJIEKTa MOTYT BeCbMa 3HAYM-
TeJbHO BAPbUPOBATH: OT BhIPAXKEHHON YMCTBEHHOI OTCTaIOCTH
IO YPOBHSI, MOTPAHUYHOTO C HOPMaJIbHBIM. [Tp1 9TOM narmeHThI
MOTYT JIOCTaTOYHO XOPOIIO U JaXe dMOILIMOHATbHO TOBOPUTH
(CJIOBOOXOT/IMBBI, HO peub MpPeACcTaBseT co00i BCEero JUIIb
Ha0op ITaMMOB), 00J1aal0T Pa3BUTOM Peublo, €CIU B IETCKOM
BO3pacTe OHM CYMEJIM HAaKOIMUTh OOJIbIIOIM CIOBapHbIN 3amac.
OueHb CKJIOHHBI K MOAPaXKaHUI0, MOCAYITHbI, KPOME TOTO, UM
YacTo MPUCYIIU OIpeaeeHHbIe My3bIKaJbHbIe TaJaHThI [21].
ITpu npaBUIILHOM MOX0A€ K 00yueHMI0 nalreHThl ¢ CB BriosiHe
CIOCOOHBI HAYYUTHCS YUTATh U MKcaTh. HekoTophle neTu naxe
MOTYT YYUTbCSI BO BCIIOMOTaTeIbHOM 111KOJIe, HO HE MOTYT OCY-
LIECTBIISATH AaKe MPOCTEHIITNX TPYAOBBIX onepalinii. [Ipu aTom
repenaya HacJieJICTBEHHbIX HapylieHui y naimeHToB ¢ CB pe-
aJbHO CYILIECTBYET, U JTOBOJILHO YacTO (MPUMEPHO B MOJOBUHE
cJlyyaeB), BBULY Y€ro Mpu TUIAaHUPOBAHUM CEMbU UM PEKOMEH-
JIyeTcsl reHeTuYeckast KoHcyabtauus [8, 17, 19].

Knunuueckoit kaptune CB mpucyiiia MHAUBUIYaIbHAS
BapuabeJbHOCTh TUMTUYHBIX CUMITOMOB. CaMbIM HalEeKHBIM
MEeTOO0M AuarHoctuku npu CB sBisieTcst MOJIeKYISIPHO-1IUTO-
TeHeTUUYECKU il aHaJIM3, BO3MOXKHA MpeHaTalbHas JMarHOCTHKA.
PexomeHayeMble 00CIeNOBaHUS TAKMM MallMeHTaM JOJIKHbI
BKJIIOYATh MOJIEKYJISIPHO-TEHETUYECKOe HCCIe0OBAaHUE METO-
noM FISH (¢nroopeciieHTHOM rubpuanu3aluu in situ), a TakKxe
3JIEKTpOKapauoTrpaduio U 00s3aTeIbHO 3X0KapAuorpaduio,
MpU HEOOXOAMMOCTU — ayauoMeTpuio. Kpome Toro, Heodxoaum
OMOXMMUYECKUI aHaIu3 KPOBU, B MEPBYIO ouepeab Il aua-
THOCTMKM TOBBIIIEHHON KOHIIEHTPALIMU KaJblIUsl, XOJecTe-
pUHA U U3MEHEHUI YPOBHSI TOPMOHOB LIMTOBUIHON XXEJe3bl.
B wactHOoCTH, UccaenoBaHue TupeoTponHoro ropmoHa (TTT)
1 cBT4 0coOEHHO BaxKHO 10 AOCTVXKEHUS 13-JIeTHero Bo3pacTa,
YTOOBI HE MPOITYCTUTh CYOKIMHUYECKUIA TUIIOTUPEo3 [22, 23].

JuddepeHnanbHblil AMarHo3 MPOBOIUTCS C CUHAPOMA-
mu Cmut — Marenuc, Kabyku, Hynan, JIu JIXXopaxu, a Takxe
C aJIKOTOJIbHBIM CUHAPOM T10/1a [3].

[TockonbKy mpu JaHHOM 3a00JieBaHUM BbIMAgaeT cpasy
JIOCTATOYHO MHOTO I'eHOB (6oJiee 25), TO CMHHAPOM KOMOUHUPYET
HapyIIeHUs B pa3HbIX OpraHax u cucteMax. A 3To B CBOIO OUepe/ib
JNUKTYET MEXAUCIUITIMHAPHBIN MOAXOA MPU MPOBEAEHUU 00-
cJe0BaHMSI ¥ MOHUTOPUHTA TaKKX MAIIMEHTOB U MPeAnoaraeT
KOHCYJbTallUU, IOMUMO TeauaTpa (TepaneBTa) U reHeTHKa,
elle ¥ KapAMOoJora, SHI0KPUHOJIOTa, HeBpoJiora, ohTaabMoJora,
cromarosiora, xupypra u ap. Jleuenue CB cumnromarnueckoe
1 HaIpaBJIeHO Ha YCTpaHeHUE CUMITTOMOB 00JIE3HU U yJTyUIlIeHUe
KayecTBa XXWU3HU aeTeil. JleueHre moaoupaeTcs MHAMBUAYATBHO.
YacTo ecTb HEOOXOAUMOCTb B KOPPEKIIMU OCTPOTHI 3PEHMUSI,
yCTpaHEHUHN HEMPOXOAMMOCTH CJIE3HO-HOCOBOTO KaHaja, Jie-
(bexToB 3y0OB U yaaJieHUU IPbIXK, a TAKXKe JIeYeHUsI, HapuMmep,
IUIOCKOCTOIIMSI U TTaTOJIOTMU TTO03BOHOYHMKA [ 18, 20].

Heobxonum exeromaHblii KOHTPOJb, B MEPBYIO OUepeab
COCTOSIHUSI Cep/la, YPOBHSI CHIBOPOTOYHOIO Kajbliusl (ero co-
OTHOIIIEHNE C KPEaTUHUHOM), TOPMOHOB IIIMTOBUIIHOM KeJle-
3bl. BaxkHOE MeCTO 3aHMMAIOT OlleHKa MOJOBOTO CO3pEBaHUS,
co0JIIoIeHre TIPABUJILHOIO peXuMa MUTaHus (pUCK auabera).
ITpoTuBOMOKa3aHO MCIOJb30BAHUE CMECE U Mpernaparos,
B COCTaB KOTOPBIX BXOIUT KaJblMili © BUTaMUH D. OcobeHHO
HeOJIaronpUsITHBIM SIBJISIETCS TTOBBIIIIEHHOE COAepKaHUe Kallb-

1IMS1 B KPOBU (TUIIEPKATbIIMEMUsT), KOTOPOE BENET K Kalablv-
HUPOBAHUIO CTPYKTYP CEPJIlia U COCYAOB, a MPU TMIEPKAIbIIM-
ypur — He(ppOKaJIbLIMHO3Y U 00pa30BaHMIO KAMHEM B IMOYKaXx.
JI1s1 CTUMYJISILMY TICUXUYECKOTO Pa3BUTHS peOeHKa Ha3HaYaeTcsl
Tepanus npenapaTamu, yaydlalolMU MO3rOBOe KpOBOOOpa-
LIeHue, 11 GU3NIECKOro pa3BUTHSI — (U3MOoTEpanus (Maccaxk,
JI®KuT. 1.). be3dycioBHO, 0ueHb BaxkHa IICUXOJIOrMYECKast oI~
nepxka gereit [2, 16, 24—27].

IIporHo3 BekMBaeMocTH naineHToB ¢ CB oTHOCUTEIbHO
0J1aronpuUsITHBIN — MPY HEOOJIBIION BEIPasKEHHOCTH MaTOJIOTH -
YeCKMX M3MEHEHUI WM CBOEBPEMEHHOM JIEYEHUU OHU MOTYT
SKUTh JOCTATOYHO JI0JITO, BILUTOTb 10 MOXUJIOT0 BozpacTta. OnHako
B OOJIBIIMHCTBE CJIy4aeB MPOAOKUTETbHOCTb UX XKM3HU BCE XKe
HECKOJIbKO MEHbIIIe, YeM Y 3I0POBbIX JIIO/ICii, YTO OOYCIOBICHO
KapanMOBacKYJISIpPHOM MaToJOTUEl, a TAKXKe HapYIIEHUSIMU yTJIe-
BOJHOTO OOMEHa.

Xots npu CB Bo3MOXHa yacTUUHAasl collMalibHasl auarn-
Tauus, OOJBIIMHCTBO OOJLHBIX HYXIAIOTCS B TIIATEJIbLHOM
yXO/ie U KOHTPOJIE CO CTOPOHBI POJCTBEHHUKOB. DTOMY IMpH-
3BaHbl CMIOCOOCTBOBATh U co3naHHble Accouunanust Williams
syndrome, u biarorBoputenbHblii o noamepxxku toaeii ¢ CB.
Bo3MoXHOCTh Kakoii-1100 TPyaOBO AeSITEIbHOCTU IIPU Ha-
JIMYKUU 3TOTo 3a00JieBaHUsI MOJHOCTbIO UCcKIoueHa. [Tpodu-
naktuku CB He cyliecTByeT, Tak Kak 3To 3a00j1eBaH1Ee OOBIYHO
SIBJISIETCS Pe3YIbTaTOM CIIOHTAHHOM MyTalliK, BO3MOXHO JIUIIb
MpeHaTajbHOE ONpeeeHe JaHHOI maTojoruu [2, 16, 24].

B cBeTe BbIlIeCKa3aHHOTO IMPEACTaBUIOCH 1Ie1ecoo0pa3-
HBIM TIPUBECTU KJIIMHUUYeCKUii cirydaii CB y pebeHKa, KOTOpBIii
poxoaui o0ciie0BaHKe U ieueHue Bo BcepoccuitckoM LieHTpe
[JIa3HO 1 T1acTuyeckoil xupypruu (BLITTIX).

Kaunuveckuii cayuai. Tatment 3., 6 J1eT, BIEpBble 00paTHI-
cs1 B BLITTIX 82020 1. ¢ >kaiobamMu Ha HU3KOE 3peHUe 000UX IJ1a3,
CBETO0OSI3Hb, HUCTArM. K3 aHamHe3a: peOeHOK POIUIICS JOHO-
ILIEHHBIM, HEOHaTaIbHbIN Nepruo 6e3 ocodoeHHocTel. Ponutenun
KJIMHWYECKU 30POBbI, KOT/Ia PeOESHKY MCITOTHUICS TPUMEPHO
TOJl, OHU 3aMETUJIU y Hero HUcTarM. [1o MecTy XUTeIbCTBA ObLT
BbICTaB/IeH AuarHo3: «OU — yactuyHas atpodust 3puTesbHO-
ro HepBa (UA3H) u HuCcTarmM», XOTs JiedUeHUEe HE HA3HAUYMIU.
CornyTcTBylo11Ie€ 3a00/1eBaHKe: MPOJIANC MUTPAJILHOTO KJIanaHa.

I[Tpu mepBUYHOM OCMOTPE BPauOM-0(PTaIbMOJOTOM
B BLII'TIX BbIsIBA€HBI TOPU3OHTAILHBINA MEIKOpPa3MalluCThII
HHUCTarM, yMepeHHbIi 0edapocmasm. IlepenHuii orpe3ok ria-
3a CIIOKOMHBIN, ONTUYEeCKUEe cpeabl mpo3padyHbie. Ha rimazHom
JTHE: IUCK 3pUTEbHOTO HepBa JOCTATOYHO PO30BbIA, KOHTYPbI
€ro YeTKUue, apTepuu CeTYaTKM HEMHOTO CYKEeHbl, U3BUThI 3HA-
yuresibHO Ha OD, B 3HauMTEIbHO MEHbIIIEH cTenneH — Ha OS.
CeTryaTKka NPUIEKUT, PO30Basi, 6€3 BUAMMBIX MATOJOTMYECKUX
U3MEHEHMI, pedieKchl MaKyIsIpHOI 30HBI 6€3 0COOEHHOCTEN,
YMEpPEHHBbII ITepUBACKYISIPHbII 0TeK (puc. 2).

Octportaspenust OD =0, 1 He koppurupyet, OS=0,08 — 0,09
He KOoppurupyer. ABropepakroMeTpust Ha y3Kuii 3pauok OD:
sph+0,75D ¢yl —1,25D ax 67, OS: sph +0,25D cyl —0,75D ax 127.

Hanuyue cBeTo60513HU, HOPMAJIbHOM KOJIOpALIUKY 3pUTEIIb-
HOI'0O HEpBa B COYETAHUM C HU3KOM OCTPOTOM 3pEHUS TAJIU ITOBOJL
3aMo03pUTh BPOXKAEHHYIO MATOJIOTMIO ceTyaTKu. bbuii Ha3Have-
HbI U BBITIOJIHEHBI JIOTTOJIHUTEIbHbIE 00CAeIOBAHUSI: PETUCTPALIMS
3PUTEIbHBIX BbI3BAHHBIX MOoTeHIManoB (3BI1) Ha BCIIBIIIKY 1 00-
paliaeMblii NaTTepH, TECTUPOBAHME I[BETOBOTO 3PEHUSI C UCTIONb-
3o0BaHueM Tabaul Pabkuna. [1ogydeHsl ciieayonie [aHHbIe.

HccnenoBaHue ocTpOThl 3peHUS BBISIBUIO YBEJIUUYEHUE
3pUTENLHOTO KOMMOPTa MPY CHUKEHUU OCBELLIEHHOCTH TaO MBI
110 200 nik. [ToBbIIeHHE KOMDOpPTA HE TPUBOIUIIO K YBETUYCHUIO
paspeltaroliieit cnocoOHOCTU 3pUTETBLHOI CUCTEMbI, KOTOPasi CO-
crapisuia 0,1/0,08—0,09 u He U3MeEHSsIIACh TTPU UCIIOJb30BAHUU
AJICKBATHOM ONTUYECKOM KOPPEKIIUU.

1 46 About Williams syndrome.
Literature review and case report
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HUI r71a3. B yacTHOCTH, B X0/1€ TECTMpPOBa-
HUSI LIBETOBOTO 3pEHUS C UCITOJIb30BAHUEM
Tabauu PabkuHa ObLI BBISIBJIEH 1€(ULIUT
B KPAaCHOM 4aCTH CMEeKTpa, COOTBETCTBY-
IOLLIMIA TPOTAaHOMAJIUU.

OlieHKa CTeNeHU HapylIeHus 1Be-
TOBOTO 3peHUs ObLIa 3aTPYIHEHA BO3PACT-
HBIMU U JINYHOCTHBIMU OCOOEHHOCTSIMU
MalMeHTa, CBA3aHHBIMU C Pa3BUTOU
peublo U aKTUBHBIM yrajabiBaHueM. PebGe-
HOK aKTMBHO paccMaTpuBaJl TECTOBbIE
KapTOuKH, TpenoJjaras Haiuue Guryp
u uudp, Npyu 3TOM OTBETHI HA KOHTPOJIb-
Hble, 00yyalolle KapTOUYKN U KapTOUKHU
C MajibIM KOHTPAcTOM JJisl BbISIBJICHUS

Puc. 2. ®oTto rnasHoro gHa npasoro (A) v nesoro (B) rnasa naumexTta 3. Ob6pallaeTt Ha cebs
BHMMaHME OTCYTCTBUE ABHO BbIPaXXEHHbLIX MaTOJIOrM4eCckmnx npm3HakoB B LLEJIOM 1 OUCKa 3pn-
TENIbHOIrO HEPBa B YaCTHOCTU, OOBSACHAIOLLMX AOCTATOYHO HU3KYIO OCTPOTY 3peHuns pedbeHka

Fig. 2. Photo of the fundus of the right (A) and left (B) eye of patient Z. Note the absence of clearly
expressed pathological signs in general and of the optic nerve head in particular, which would

MpUOOPETEHHON MAaTOJOTUU 1IBETOBOTO
3peHus1 ObLIU 00J1ee OBICTPhIE U PaBUIIb-
Hble. Ecii opreHTHpoBaThCsl Ha CKOPOCTh
OTBETOB, TO MOXHO MPEANOJOXUTb,

explain the child’s rather low visual acuity

YBenuueHne KombopTa Npu CHUKEHUU OCBEIIEHHOCTU
MPOBEPOYHOI TAOJMIIbI, @ 3HAUUT, U KOHTPACTA HE BITOJHE CO-
OTBETCTBOBAJIO MepBUYHOMY nuarHo3y «YA3H». Kak uzBectHo,
CTaHIapTHAasl peaklysl 3pUTEJbHON CUCTEMBbI C HapyllIeHUEM
(byHKIIMIT TPOBOASIIMX CTPYKTYP — OTO CHUXKEHUE OCTPOTHI
3peHUsI MPU YMEHbBIIEHUY CTAaHAAPTHON OCBEIIEHHOCTH, a He ee
yBeuueHue. BrisiBisieMasi KapTruHa 00Jibliie COOTBETCTBOBAJIA HAa-
pYILIeHUIO GYHKIINI KOJOOUKOBOM ITOACUCTEMBI CETYAaTKH 1 ObLa
cxoka ¢ HabJomaeMoil Tpy axpoMaToOICUM, Kak MO YPOBHIO
3peHUsI, TaK U MO PeaKIIMM Ha OCBEIIEHHOCTD MPU TECTUPOBA-
HUU. B mosib3y 9TOro CBUAETEILCTBOBAIM TaHHbIE, TOJYyYeHHbIE
MPY TECTUPOBAHUHU 1IBETOBOTO 3peHUST U (DUKCALIMOHHBIX IBUXKE-

4YTO MPU pa3IvUuYeHUU U300paKeHU N

TECTOBBIX KapTOueK MalMeHT ONUpacs

Ha OLIYLIEHUE aXPOMATUYECKOTO KOHTpa-
cta. O0BbeKTHMBHAS OLleHKA (DYHKIIMIA Pa3TIMYHBIX TOACUCTEM CET-
YaTKU C TTIOMOIIBIO pErUCTPALIMU 3JIeKTpopeTUHOTrpaMmMbl (DPI)
ObLi1a 3aTpy/IHEHA M3-3a MAJIOrO BO3pacTa NalueHTa.

Co cJIOB MaMbl, pa3inuure B IIBETAX 3aMHTEPECOBAJIO ChIHA
MPUMEPHO B 4—5 JIET, UTO, BEPOSITHO, OBLIO CBSI3aHO C yBEIMYEC-
HHeM 0O0I1IeT0 MHTEJUIEKTYaJIbHOTO YPOBHS pedeHKa 1 odpalile-
HUEM POJIUTEJIEN K LIBETOBOI raMMe UTpyllieK, KOHCTPYKTOPOB
U pa3IMYHBIX UTP, YTO CITIOCOOCTBOBAJIO Pa3BUTUIO TUphepeH-
LIMAJIBHOM YYBCTBUTEJIBHOCTH Y 3alIOMUHAHUIO HA3BAH WA LIBETOB
C aJIeKBaTHOI X KOPpEeKLUel MpU HEOOXOAUMOCTH.

AHaIU3 IBMXKEHUI T1a3a npy GUKCALIMK BBISIBUII CEIy-
fouiee. IlosoxkeHre TOUKM (pUKCALMK OTHOCUTEJIBHO CTaOWIb-
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Puc. 3. MNapameTtpbl dukcaumm naumenTa 3. (A) n ncnoityemoro 6e3 HapyLueHus 3peHus (b).
B ueHTpe pucyHka npencrasneHa guarpamma paccesHus 750 nonoxeHuin rnasa, nonyvyeH-
HbIX B npouecce 30-cekyHOHON dpurkcaumm HEMOABMXHOIrO 00bekTa, Huxe obnaka paccesHus
nokasaH MpoOLEHT BPEMEHU, B TEYEHME KOTOPOro Toyka dukcaumm Haxogunach B kpyre ava-
MEeTpPOM 2 1 4 yrnoBbix rpagyca. BH13y pucyHka nokasaHa 3-cekyHaHas 4acTtb npoduns pukca-
LIMOHHbIX ABUXEHWIA rnasa

Fig. 3. Fixation parameters of patient Z. (A) and a subject without visual impairment (B).
The center of the figure shows a scatterplot of 750 eye positions obtained during 30 sec of fixation
on a stationary object. Below the scatterplot is the percentage of time during which the fixation
pointwas within a circle with a diameter of 2 and 4 of angular degree. A 3-second portion of the eye
fixation profile is shown at the bottom of the figure

HO; HabJomalics ee MeUICHHBIN Apeiid
OT 00beKTa (puKcaluu, Mocjae yaaleHUs
Ha 2—3 yIJIOBBIX Ipajyca cienoBaja Mmo-
npaBoYyHasl cakkaja, BO3Bpallalolias
MOJIOXKEHNE TOUKM (pUKCALIMU Ha OOBEKT.
3a cyeT 3TOro MPOMCXOIUJIO YBETUUeHUE
obsactu ukcauuu. Ha 3anucu nBuxe-
HMI 11a3a npeobanan MeaKopa3Mallm-
CTBI/A HUCTarM aMILUIATYI0N MEHEE OHOTO
yrI0Boro rpamayca (puc. 3, A). DTo oueHb
WHTEPECHBIN (DeHOMEH, HabI0aaeMblii
KpaitHe peiKo MpU MaToJOTUU 3PUTEb-
Holi cucteMbl. Kak npaBuiio, y maiueHToB
C HUCTAarMOM €ro aMILIUTya COCTaBJIsIeT
0oJiee OTHOTO YIJIOBOTO rpajayca.

Takum obGpazom, B JaHHOM ciyyae
MMEJI0 MECTO CKOpee YBeJIMYeHUE aM-
MJIUTYAbI (DPM3UOJIOTMYECKOTO HUCTarMa,
HabOaogaemoro B HopMme (puc. 3, B).
CrenyeT 3aMeTUTh, YTO paHee CXOXHUeE
¢uUKCalMOHHbIE NBUXEHUsS ObLIU 3a-
(bukcupoBaHbl HaMU B ciyyae MOJHOM
axpoMaToINCHUHU, YTO MOATBEPXKAATOCH
naHHbiMu DPT. Kpome Toro, B ciaydae
axXpoOMaTOICHU TaKXKe HAOMI0JATNCh BbI-
paxkeHHasi CBETOOOSI3Hb U COMTOCTABUMBbI I
YPOBEHb OCTPOTHI 3peHus. Paznuuue
MEXIy HUMU COCTaBJISUT TOJbKO YPOBEHb
00111eT0 MHTEJUIEKTYaJIbHOTO Pa3BUTUS,
KOTODBII B CIyuyae axpoMaToTiCU1 He ObLT
CHIDKEH. YUUTHhIBasi 0COOEHHOCTU CTPOE-
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HUS 3pUTETBHON CUCTEMBbI TIPU aXpOMATONCUU, MOXHO Tpe/i-
rnoJjiaraTb, YTO ONMUChIBaeMasi 0COOEHHOCTb ABMXKEHUI T1a3a
B Mpoliecce hUKcaluu CBsA3aHa C TIOTHOCTbIO paboTalOINX
¢oTopelienTopoB B 001acTU (hoBea.

3BI1 Ha BCIbIIKY 1 00paliaeMblii TaTTEPH XapaKTepru30-
BaJIMCh CHUXXEHUEM aMIUIMTYIbl U yBEJWYEHUEM JIATECHTHOCTH
OCHOBHOTI'O KOMITOHEHTHOTO cocTaBa (puc. 3, 4). DTo yka3bIBajIo
Ha HapyleHue (GYHKUUI MPOBOASIIIUX 3PUTEIbHBIX CTPYKTYD
KaK LIEHTPaJIbHOIO I0JIsI 3peHMSI, TaK U ero nepudepun. Y croii-
yusble 3BI1 Ha oOpaliaeMblii MAaTTEPH yAAJIOCh 3apEerMCTPUPOBATh
TOJILKO TP YIJIOBOM pa3Mepe KJIETOK MarrepHa B 4 YIJIOBbIX
rpanyca (puc. 4).

[1pu ymMeHblLIEHUY BeJIMYMHBI KJIETOK 00paIaeMoro narrep-
Ha OTBET 3pUTEJIbHOI KOPbI IECUHXPOHU3UPOBAJICS U TIepecTaBa
OTHEJISAThCS OT (DOHOBOIM aKTUBHOCTU Mo3ra. PesynbraTsl 3BI1T
Ha obpataemblii matrepH OD ObLUIM HECKOJIBKO JIyYIIIe I10 aMIUIM-
TyJAHO-BPEMEHHBIM NapameTpaM, yeM OS. DTo cor1acoBbIBAIOCH
C TaHHBIMUY BU30METPUHU 1 hukcaiuu. Mi3BecTHO, UTo mapaMeTphbl
(urKcaly 0OKa3bIBalOT CYILLIECTBEHHOE BJIMsIHUE Ha ypoBeHb 3BI1
Ha narrepH [28]. [1pu GMHOKYJISIPHOM CTUMYJISILUM PETUCTPU-
pOBaJICsI OTBET, CXOXUIi 1o mapamerpam ¢ 3BI1 MoHOKyIsIpHOI
ctumyssinun OD, 4yTo yKa3biBajao Ha €ro JOMUHAHTHYIO POJIb.

OcHoBHbIe KOMITOHEeHThI 3BI1 Ha BCHBIIIKY TakKXKe ObLIN
cHuXeHbl Mo amruiutyae (30—40 % ot cpeaHero 3HauyeHUs
BO3PACTHOII HOPMBI) U XapaKTepU30BaIUCh YBEIMUYEHHON Ja-
TeHTHOCThIO Ha 10—20 mc (puc. 5). HeobxoaumMo OTMETUTD,
yto napaMeTpbl 3BIT Ha BCbIIKy nanueHTa 3. UMeIu cylile-
CTBEHHbIE OTJINYMS OT AaHAJIOTUYHBIX JAHHBIX, KOTOPbIE Mbl Ha-
OJII01JIM Y TAIITMEHTOB C HUCTAarMOM, Y KOTOPBIX, KaK MPaBuJIo,
3BII Ha BCcMbIIKY UMeJM HOPMAJIbHYIO aMIUIUTYAY U JIATE€HT-
HocTb [28]. [Tonaraem, 4To 0ObsICHEHUE JAHHOMY (DaKTY JIEKUT
B HOPMaJIbHOM (DYHKIIMOHMPOBAHUU KOJIOOYKOBOI MOACUCTEMbI
nepudepuyecKoii ceTyaTKu Mpu HUCTArMe.

Ha ocHOBaHMM JaHHBIX KOMILIEKCHOTO OOCe0BaHUS,
MPEACTaBJICHHBIX BbIILIE, MAIMEHTY ObUI CHAT quarHo3 «4YA3H»
U BhICTaBJieH AuarHos: «OU — konboukoBas auctpodusi
CeTyaTKu, BPOXKIEeHHBI HUcTarM». K mMecTy OyaeTr ckaszaTb,
YTO B HAYYHOM JIUTEPATYPE MbI HAILLIU JIUIITH OTHO COOOILIEHUE —
L. Kuehlewein u SVR Sadda [29], kotopbie B 2015 1. coo01mmam
onauueHTe (14-1eTHei THANCKOM eBOYKe) ¢ 0O(PTaIbMOJIOT -
YeCKMMU MPU3HAKAMU, XapaKTePHBIMU /151 TUCTPODUU MaioueK
1 KOJI0oUeK Ha (hOHE TeHETUYECKU MOATBEPKIAEHHOTO CUHAPOMA
Bunbsmca — boiipeHa.

CrenyeT OTMETUTD, YTO YKe MPU MEepBOM KOHTAKTe 00-
patwin Ha cebs BHMMaHUe HeoObluailHO pa3BUTasl OOIIUTEb-
HOCTb M Pa3roBOPUYMBOCTb MajIbuMKa, KOTOPbIA OYKBaIbHO He
YMOJIKaJI, TOCTOSTHHO MPOU3HOCUJI IOCTATOYHO CJIOXKHbBIE MPEJi-
JIOXKEHUSI ¥ TPOU3BOIWII BIIeUaT/IEHUE OYeHb PA3BUTOTO peOeHKA.
IIpu Gonee 6JM3KOM U IJIMTEJIbHOM OOIIEHUM 0Ka3ajoCh,
YTO MHOTHMeE (hpa3bl B peur pedeHKa 0eCCMbICEHHBI M HE CBSI3aHbI
MexXay co0oil, YTo BHaYajle Mbl paCLIEHWIM KaK OCOOEHHOCTU
xapakTepa u BocriutaHus. K Tomy e BbIpakeHue auia pedeHKa
He UMEJIO TUITMYHBIN BUI (4TO HAa MpaKTHUKe HAOII0IaeTCs A0-
BOJILHO YaCTO), ONMCAHHBIN BbIIIIE.

C 1enblo yaydiueHus TPOGUKM U CTUMYJISILIMU CETYaTKU
MaluueHT OblI TOCTIUTAIM3UPOBAaH, U eMy Obla MpoBeaeHa
omepauus Ha o0a rjasza — PeTPOCKIEpONJIoOMOUpOBaHUE
OuomaTepuaaoM «AJUIOIUIaHT» IOA HapKo3oM. Yepes deHb
1ocJjie onepaiuy MalueHT ObUT BHITMCAH C OCTPOTOM 3peHUs
0,1/0,1 (He KOppUTUpYET) U C OOBIYHON JJIsI MALUEHTOB C
MOJ03PEHNEM Ha HACJEICTBEHHYIO MATOJOTUI0 CEeTYaTKU U
3pUTEJLHOTO HEPBA PEKOMEHAALMEN TIPOUTU T€HETUYECKOE
obcienoBaHue. DTO ObLUIO CIEJIAHO B TOM XK€ rojly B MEIUKO-
reHeTnyeckom 1ieHTpe uM. H.T1. boukoBa (MockBa), rae y pe-
OeHKa Oblj1a BhIIBJICHA peaKas reHeTudeckas natoyuoruss — CB,
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Puc. 4. 3putenbHble Bbi3BaHHbIE NOTEHUMaNbl NaumenTa 3. Ha obpa-
LaeMblli LaxmaTHbI NaTTEPH C Yr/I0BbIM Pa3MepoM gyeek natrepHa
240 yrnoBbix MUHYT. CBEpXY BHU3 NPEACTAB/EHbI 3aNNCK, MOJTyYEHHbIE
npv OMHOKYNSPHOM CTUMYISILMKN, MOHOKYSIPHOM CTUMY ISILMKW NPaBOro
1 MOHOKYNISIPHOW CTUMYNSALMKW NEBOrO rnasa. AMnaINTyoHO-BPEMEHHOMN
MacLliTab 3anucer ykasaH cripasa BBEPXY

Fig. 4. Visual evoked potentials of patient Z. to a reversible checkerboard
pattern with a cell angular size of 240 arc minutes. From top to bottom,
the recordings obtained during binocular stimulation, monocular
stimulation of the right eye, and monocular stimulation of the left
eye are presented. The amplitude-temporal scale of the recordings
is indicated at the top right
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Puc. 5. 3putenbHble BbI3BaHHbIE MOTEHLUMASbI NAUMEHTA 3. HA BCMbILLKY
ceeTa. CBEpXY BHW3 NPEACTaBIEHbI 3aNUCK, MOYYEHHbIE NPY BUHOKY-
NSPHOM CTUMYNSALUN, MOHOKYNISIPHOV CTUMYSILUMKX NPABOro Y MOHOKY-
JIIPHON CTUMYJIILUK IEBOO ria3a. AMMANTYAHO-BPEMEHHO MacluTad
3anuncen ykasaH crnpasa BBEPXY

Fig. 5. Visual evoked potentials of patient Z. in response to a flash
of light. From top to bottom, the recordings obtained during binocular
stimulation, monocular stimulation of the OD, and monocular stimulation
of the OS are presented. The amplitude-time scale of the recordings
is indicated at the top right

0 YeM POAUTEIM U3BECTUIIM JIevalero Bpava (B mpockoe caenaTh
¢ OTO BHEIIIHETO Buaa peOeHKa ObLIO 0TKAa3aHO).

Takum 00pa3om, T0BOJBHO YacTo 3a auarHo3oMm «YA3H»
y J€Tell MOTYT CKPbIBAThCSl Pa3JIMUHbIE BUIbI HACJIEICTBEHHbIX
nuctpoduii ceryatku. IloaTomy npu o¢pTaabMOJIOrMYECKOM
00cJieIOBaHMH ClielyeT 00palliaTb BHUMaHUE HA HECOOTBETCTBUE
HU3KOM OCTPOTHI 3PEHUSI MPAKTUYECKU HOPMAIBHOM KapTUHE
[JIa3HOTO JiHA. B Takux ciyyasix yTOUHEHMIO AUarHo3a MOTyT
MOMOYb TeCTUPOBAHUE 1IBETOBOCTIPUATUSI, peructpanuss DPT
U pe3yJibTaTbl ONTUKO-KOTEPEHTHOW TOMOrpaduu CeTyaTKu.
Crenyet Takxke obpaniaTb BHUMaHKWe Ha COIMYTCTBYIOLIYIO Ta-
TOJIOTUIO IPYTUX OPTAHOB U CUCTEM.

OTAeNbHO OTMETUM TOSIBUBIIYIOCS B TOCJAEAHUE TOAbI
BO3MOKHOCTb MPOXOXIEHUSI TeHETUYECKOTr0 KOHCYJIbTUPOBA-

1 48 About Williams syndrome.
Literature review and case report

Russian ophthalmological journal. 2025; 18(4): 144-50



HUS B MEIMKO-TEHETUYECKOM HAYYHOM LIEHTPE WM. aKaJieMUKa
H.I1. boukoBa /151 BbISIBJIEHUSI U3BECTHBIX (POPM T'€HETUYECKUX
AHOMAJIUIA B CJIyyasX HECTAaHJAPTHOU KIMHUYECKON KAPTUHBI.
PoccuiickuM odTanbMoaoraMm MOXHO PEKOMEHI0BATh MOJHO-
LIEHHO UCIOJIb30BaTh JAHHYIO BO3MOXHOCTb.
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