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PE3IOME

CerMeHTapHasi T€TEpPOXPOMHUSI PEAKO BCTpPEUAET-
Csl y JIOJIed, KOTOpbIE COCTaBIAOT Okojio 1% Hace-
neHus 3emun. B crarbe mpencraBieH KIMHUYECKU
CJIy4ail C CETMEHTAapHOU TeTepOXPOMUEH PaTyKKH U
TUIIONMUITMEHTALUEN BOJIOCSHOTO U KOKHOT'O MTOKPO-
Ba y nanueHTku 58 neT. Ha ocHOBe KIIMHHUYECKHUX
JAHHBIX, HAJWYUSl JIByX OCHOBHBIX U OJHOTO BTO-
POCTENEHHOr0 KpUTEpHsl, ObLI MOCTABJIEH AMATHO3

Cunnpom BaapnenOypra 2-ro tuna. [larorenernye-
CKOTO JICYEHHS ITOTO CHHJIPOMA B HACTOSIICE BPEMS
HE CYIIECTBYET, OJIHAKO CBOCBPEMEHHOE BBISBIICHUE
3a00JeBaHMs HAa pAaHHUX CTAJIUSAX MTO3BOJISET C TIOMO-
IIBI0 CUMITTOMATHYIECKOTO JICUCHUST 00JIETYUTh aJ1all-
TaInIo, a B Psjie CIIy4aeB y OOJBHBIX C CHHAPOMOM
BaapnenOypra-Illaxa, nMeroniux npu3Haku bose3nn
['mpmmyHra 1ae CHUXKAET CMEPTHOCTb.

KuoueBble cjioBa: cemepoxpomusi padysicHot 00010YKU, SUNONUSMEHMAYUSL KONHCU U B0TOC, CUHOPOM

Baapoenbypea
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VAARDENBURQ SINDROMU iLO OLAQODAR QUZEHLI QISANIN HETEROXROMIYASI

(KLINIK HAL)

XULASO

Seqmentar heteroxromiya insanlarda nadir
rast golir, yer kiirasinin ohalisinin toxminaon 1%-
ni toskil edir. Moqalado 58 yash xostods qiizehli
qisanin segmentar heteroxromiyasi, sa¢ vo dorinin
hipopigmentasiyasi ilo miisahide olunan kliniki hal
togdim olunub. Kliniki sokils, iki asas vo bir ikinci
doracali kriteriyanin mdévcudluguna osason xastoyo
Vaardenburq sindromu diagnozu qoyulmusdur. Hal-

hazirda bu sindromun patogenetik miialicosi yoxdur,
lakin xostoliyin erkon morhalolorindo vaxtinda
askarlanmasi, simptomatik mialiconin kdmoyi
ilo adaptasiyani asanlasdirmaga imkan verir, bozi
hallarda iso Vaardenburg-Sax sindromlu xostolordo
Hirschpung xostoliyi zamani, hotta 6lim hallarin
azaldir.

Acar sozlor: irisin heteroxromiyasi, dorinin va sagin hipopigmentasiyasi, Vaardenburq sindromu

Gulieva-Zeynalova G.S., Ibragimova A.A.

HETEROCHROMIA OF THE IRIS ASSOCIATED WITH WAARDENBURG SYNDROME

(CLINICAL CASE)

SUMMARY

Segmental heterochromia is rare in humans,
estimated to be about 1% of the Earth's population.
The article presents a clincal case with segmental

heterochromia of the iris and hypopigmentation of
the hair and skin in a 58-year-old patient. Based on
clinical data, the presence of two major and one minor

84




2024/1 (48
AZORBAYCAN OFTALMOLOGIYA JURNALI

criteria, a diagnosis of Waardenburg syndrome was
made.There is currently no pathogenetic treatment
for this syndrome, however, timely detection of the
disease in the early stages allows, with the help of

symptomatic treatment, to facilitate adaptation, and
in some cases, in patients with Waardenburg-Shach
syndrome who have signs of Hirschpung's disease,
even reduce mortality.

Key words: heterochromia of the iris, hypopigmentation of skin and hair, Waardenburg syndrome

['erepoxpomust pamykHOW 000JI0UKH, Ha3BaHHAsS
Apucrorenem heteroglaucos, mnposiBisieTcst Kak H3-
MEHEHHUEM IIBE€Ta TaK M CTPYKTYpbl pagy>KHOH 000-
nouku [1]. L[BeT pamy)HON 000I0YKH ONIpenesieTCs
YETBIPHEMS JIEMEHTAMU: HACJIEICTBEHHOW CHMIIATH-
YECKOW CTUMYIISIIIUEH MEJIaHOIIMTOB PaayKHOH 000-
JIOYKH, MEIAHOLUUTAPCTUMYIUPYIOIIUM TOPMOHOM U
OnoxuMuYeckuMu (akropamMu MeTaboin3Ma Mena-
HUHa [2].

XOTsI MHOJKECTBEHHBIC TTPUYUHBI OBUTH YCTAHOB-
JIEHBl, HAyYHbI KOHCEYHC 3aKJIIOYAEeTCsl B TOM, YTO
HEJIOCTAaTOK TeHETUYECKOTO pa3HO00pas3ust SBIAETCS
OCHOBHOH NPUYHMHOI F€TEPOXPOMHH PAILYIKKH.

I'erepoxpomusi 0OBIYHO HACHEAyeTCsl MO ayTo-
COMHO-JOMUHAaHTHOMY HpPHU3HAKY M BKJIIOYAET TpU
tumna. [Ipu nojgHoN reTepoXpoMHuM OfHA pagyKHas
000J109Ka MOJHOCTHIO OTIIMYAETCS 1O LBETY OT ApY-
roii. [Ipu cekropanbHON TeTepoXpoMUN 00IacTH O/1-
HOM W TOM K€ paly’KKH COAEPIKAT [1Ba COBEPILICHHO
pa3HbIX LBETA, a IPU LIEHTPAJIbHON FETEPOXPOMUHU OT
3payka pacxoJATCs WIMIMbI pazHoro mpera. Ha mser
pagy’XK1 MOTYT BIMATH CTapeHHUE, CUIEPO3, METa-
CcTaTuyeckass KaplMHOMA, IOBEHWJIbHAs KCAHTOTpa-
HyJIeMa, PHOOpeTeHHbIN cuHapoM [opHepa u rete-
POXPOMHBIN UPUAOUHUKIUT DPyKca B JOTOJHEHHE K
MUTMEHTAIlMY, BBI3BAHHOW MpUEMOM JiekapcTB [3].
Ierepoxpomus paayXKH TaKke BCTpedaeTcs mpu 0o-
ne3un dDorra-Kosinaru-Xapaga u ceprnoBUIHOKIIE-
TOYHOM aHEMHHU, IPU KOTOPBIX B OTIIMYUE OT CUHJIPO-
Mma BaapnenOypra HaOmonaroTcsi TpaHyIeMaTo3HbIN
yBeut nipu Dorr-Kostnaru-Xapana, nponugeparus-
Has U HempoiudepaTuBHAs PETUHOMNATHS MPH Cep-
MOBH/IHOKJIETOYHOM aHEMUH.

Briepsrie B 1951 rogy BaapnenOypr onmyonukoBan
OMMCAaHUE MAlMEHTa CO CNEeUU(YUISCKUM KOMILICK-
COM aHOMaJIM pa3BUTHS BEK, OpOBEH, KOpHS HOCA,
pamyXHO# 000JIOYKH M BOJIOC Ha TOJIOBE, CBS3aHHO-
o C BPOXKJIEHHOM IIyXOTOM, KOTOPBIM Ha3bIBaeTCs
cunapomoM BaapnenOypra [4]. Cunapom Baapnen-
Oypra TIpeacTaBiIsIeT COOOH CIyXO-TIMTMEHTAPHBIN
CHUHJpPOM, BbI3BaHHBI OTCYTCTBUEM MEIAHOLUTOB

BO BCEM OpraHu3Me, BKJIIOUYasi BOJOCHI, PayKHYIO
0005104Ky, MUTMEeHTHBIN 3nuTenuii ceryatku ([19C),
KOXY [5, 6].

B nmampneitmmem cuuapom BaapnenOypra mon-
pa3fenuiId Ha YeThlpe TUIa, IPU 3TOM ONHCAHHBIN
aBTOPOM CHUMTOMOKOMIIJIEKC TOJIYYHJI Ha3BaHHE
cunapoma BaapnenOypra I [7]. B mepBonayamsHOM
onucanuu BaapaeHOypr onucanl U3MEHEHHs IJ1a3
KaK «TeTepOXpOMHUI0 PATLYKHOH OOOJOYKH TOTalb-
HYI0, YaCTUYHYIO» C TOJIHBIM WJIM YaCTHUYHBIM Ha-
pylieHreM nmurMeHTanud. KomMeHnTapuu mo moBomy
W3MEHEHU B Xopuowujee ObUIM MHUHUMAJIbHBIMH,
¢ HeOONBIINM 3aMEUaHHEeM O TOM, YTO XOPHOHIEs
«IM0-BUIUMOMY, B HE3HAYMTEIbHOW CTENEHU Yy4ya-
CTBYET B JIe(hDeKTe MUTMEHTAY.

CornacHO [MarHOCTUYECKUM KPHUTEPHUSIM KOH-
copuuMymMa 1o cuxapomy BaapaenOypra, mist ycra-
HOBJICHUSI JIMAarHo3a JOCTAaTOYHO HalW4us JABYX
OCHOBHBIX WJIM OJTHOTO OCHOBOTO KPUTEPUH M JIBYyX
BTOPOCTEIIEHHBIX KpuTepuii. CuHapom BaapaenOyp-
ra , MpPeaCTaBisieT co00i ayTOCOMHO-TOMHUHAHTHOE
3a0071€eBaHUE C OCHOBHBIMH U JIOTOJHUTEIbHBIMU
npu3HakamMu. K OCHOBHBIM OTHOCSIT aHOMAJIUU IIUT-
MEHTAIMH PaTy,Kd, OETyI0 TIPSk BOJIOC HAJ0 JO0OM,
HEHPOCEHCOPHYIO TYTrOyXOCTh, TUCTOMHUIO MEINah-
HBIX CIaeK BeK. JlomOTHUTENbHBIC IPU3HAKN BKITIO-
YaloT THIONHUIMEHTAINIO KOXKH, CpalieHue OpoBeid,
LIMPOKYIO MEPEHOCHILY, TUIIOIIa3UI0 KPBLILEB HOCA,
paHHEee MOSIBIICHUE CEIUHBI.

Ocobennoctu CB1 BkIIOYarOT TEIEKaHTYC; MHI-
MEHTHbBIEC AaHOMAJIUU BOJIOC, KOXKH U I71a3; U BPOXKICH-
Has rnyxota. [lanmmentsl ¢ CB2 aHanoruyHbl marueH-
taM ¢ CB1, HO y HuUX OTCyTCTBYeT TenekaHTyc. JlBa
ropaszio MeHee PacrpoCTPAHEHHBIX THUIA BKJIIOYAIOT
CB3 (cuampom Kisitna-BaapnenOypra), KOTOpBId
TaK)Ke JIEMOHCTPUPYET NMPU3HAKHU TSKEIbIX aHOMa-
Uil KOHEYHOCTEN M KOHTpakTyp, u CB4 (cunapom
BaapnenOypra-11laxa) ¢ rononHuTenbHON 00JIE3HBIO
l'upmmpynra. g kaxaoro u3 tunoB CB omnpene-
JIEHBI XapaKTepHbIe TeHeTHuYecKnue AeeKThl. BhIsaB-
JICHHBIE T€HETHYECKHe MyTaluy B reHe PAX3 moryt
npuBectr kK WS1 u WS3. [8]. Myrtauuu 8 MITF u
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SNAI2 npusogsat k WS2. WS tuna 4 cBsizaH ¢ MHO-
kecTBeHHbIMU MyTanusmMu B SOX10, EDN3 wnu
EDNRB [9, 10].

Knunuueckuii ciyuaii. B crarbe Mbl paccma-
TpUBAaEM Cllydyail HalueHTa ¢ CEKTOpaJIbHOW THUIIO-
nurmeHTanuen paayxku. [lanmentka M.I. 58 ner,
obpatwmiiack B ['apanarckuii Menunmackuii LleHTp ¢
*Kanmo0aMH Ha TUIOXO€ 3peHHe 00OMX Ia3 MpH YTe-
Huu. [Ipy Hapy’)kHOM OCMOTpe y MAIMEeHTKHU ObLIH
BBISIBJICHBI TMIIONUTMEHTALUSI BOJIOCSHOIO MOKPOBA
(ronoBbI M OpoBeli) ¢ HEOOIBIIUMHU THITOTUTMEHTH-
POBAaHHBIMM IATHAMU 110 Bcemy Teny. OcTpoTta 3pe-
HUsl Ha o0a masza coctaBmwia 20/80 ¢ kKoppekiuei
80/80. IIpn OMOMHKPOCKOIIMHU JIEBOTO TIvia3a ObLia
BBISIBJICHa OJHOCTOPOHHSSI YaCTUYHAS TeTePOXPO-
Musi (THTIOXPOMUSI) paaykHOUM oOomouku (puc 2).

[TpaBbIii Ta3 uMen paBHOMEPHYIO MUTMEHTAIHIO,
0e3 CTPYKTYypHBIX H3MCHCHUU. Busyanu3zamus jieBo-
T'O IJIA3HOTO JIHA IMOKa3ajia MUTMCHTHBIC H3MCHEHUS,
HabIo1aMach ACTMIMEHTAlMsl BEPXHETO KBaIpaHTA.
Onrtuueckasl KOrepeHTHast Tomorpadus He BBISBHIIA
uctondeHus gosea odboux ra3. [Ipu cOope anamHe-
3a, MAIMEHTKAa OTMETHJIA paHHEE MOSIBIICHUE CEINHBI
CO IIKOJIbHBIX JICT, HAJIMYUE YaCTUYHOM THITOIHI-
MEHTaIMK OPOBH, & TAKIKE TO, UTO y €€ MaTepu ObLiia
rerepoxpomusi 171a3. JKamoObl CO CTOPOHBI APYTHX
OpraHOB M CHUCTEM, NIPHU3HAKU KAKOH-THOO TepeHe-
CEHHOW TpPaBMHI IJ1a3a WM yBEUTA OTCYTCTBOBAJIH.
[TanmeHTKa OTKa3ajach MPOWUTH JOMOJHHUTEILHOE
o0ce10BaHue 110 TOBOY HAIMUHS TYTOYXOCTH, 00b-
SICHSISI CBOM OTKa3 OTCYTCTBHEM TIPOOJIEM CO CITyXOM.

Puc.1. JIeBblii 1a3 ©MeENT HOPMAJIbHYIO KOPUYHEBYIO PALYKKY , PE3KO

OTIPaHUYEHHBIM aHOMAJIbHBIM PaIUaIbHBIM CETMEHTOM (TUIIOXPOMUEN) CBEPXY

Puc.2. OKT makymsl JieBoro a3

ITanuentke ObL1 mocTasieH auarto3: OS - CuH-
npom BaapnenOypra 2-ro tuna, OU — ['unepmerpo-
st caa0oii CTereHu, MpecONOmHs.

Ha ocHOBe KIMHUYECKUX JaHHBIX, HATTUYUS BYX
OCHOBHBIX M OJHOIO BTOPOCTENEHHOTO KPUTEpHs B
HaIlIeM Cllydae, MalMeHTKe ObLUT MOCTaBJICH IUarHo3
Cungpom Baapnen6Oypra 2-ro tuna. CB2 npezacras-
nseT co0oi ayTOCOMHO-JIOMUHAHTHBIA CITyXO-TIHT-

MEHTapHBII CHHAPOM C Pa3JIMYHOM IMEHETPAHTHO-
CTbIO M JKCIIPECCUBHOCTBIO, XapaKTepPU3YIOLIUHCS
NUTMEHTHBIMU aHOMAJIMSMHU, OTCYTCTBHEM IIHUPOKO
paccTaBIEHHOTO BHYTPEHHEIO yIila IVIa3HOH IienH,
TO €CTh KaHTOPHOHM AMCTONUH (YacTo HalmomaeMon
npu CB1) [3]. YacTruHas reTepoxpomMusi 0OHapyk H-

Baercst y 27,5% nanuentos ¢ CB2 [5].
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O6cy:xxnenue

CermeHTapHasi TeTEpOXpPOMUS PALYKKH PEAKO
BCTpPEUACTCS y JIIOACH, 10 OIEHKaM 3TO OKoio 1%
HeceneHus 3eMin. YacThdHash TeTepOXpOMHS pa-
IY’KKW SIBISIETCSI OJJHUM M3 OCHOBHBIX INPU3HAKOB
npu Cunapome BaapnenOypra.Yacrora BcTpeuaemMo-
ctu Cunapom BaapnenOypra cocrammsier 1 cimyuait
Ha 42000 moneit. O600mast cBOM JaHHbIE MO 7 Ta-
[IUEHTaM ¢ TunonurmeHtanuen paxyxku ,C.Shields
1 COO0aBTOPHI B 9 mia3ax BbIIBUIA CEKTOPHbBIE,a B 6
mazax JuQQy3Hble HApYIIECHHUs TUTMEHTAlUU XOpH-
ouzaen [11]. B 1971 1. S. Arias BbIAeIHI 000HBIH
CUMIITOMOKOMIIJIEKC, HO 0€3 JUCTOTHH MEIUaTbHBIX
CHaeK BeK, KOTOPBIH Ha3Baj CHHApPOMOM Baapmen-
Oypra 2-ro tumna [12]. ITo3xe npu3HAKU CUHAPOMA
BaapnenOypra 1-ro Tuma B COYETaHUU CO CKeINeT-
HO-MBIIICYHBIMU HAPYIICHUSIMH ObUIN Ha3BaHbI CHH-
npomoM BaapnenOypra 3-ro tuna (Wi CUHIPOMOM
Knsitna-BaapnenOypra) [13]. 3atem K. Shah u co-
aBT. (1981) onmcanu coueraHnue nNpU3HaKoB OOJE3HU
l'upmmpynra u cuaapoma BaapnenOypra, momy4us-
miee Ha3zBaHue cunapoma lllaxa-BaapnenOypra, nim
cunapoma BaapnenOypra 4-ro tumna [14]. Cnektp u

BBIPAQXXEHHOCTb KJIMHUYECKUX MposiBieHnit CuHIpo-
Ma BaapnenOypra MoryT ObITh pa3HbBIMU: OT Hapylle-
HUH cyXa, TUTMEHTAMU Pay’K1,BOJIOC U KOXKH J10
aHOMAJIM CTPOEHUS CKeleTa, AeopMarnii yeperna,
IPYAHOM KJIETKH, BEPXHUX KOHEYHOCTEN U BPOXKICH-
HBbIX aHOMAaJIMil CTPOEHHUs TOJICTOM KUILKH. [larore-
HETUYECKOTO JICUEHUS 3TOTO CUHPOMA B HACTOsALIEE
BpEMS HE CYIIECTBYET, OTHAKO CBOEBPEMEHHOE BBISIB-
neHue 3a00JeBaHNs Ha PaHHMUX JTarax MO3BOJISET C
MIOMOIIBI0 CUMITOMAaTHYECKOTO JICYEHUsI O0JIeTIUTh
aJanTaluio, a B psJe CIy4yaeB y NAlUEHTOB C CHH-
npomoM BaapnenOypra-Illaxa, uMeronmx npusHaku
Oone3nu ['wpmmpyHra, gaxe CHU3HUTD JIETAIBHOCTb.
[Ipu Gone3nn I'mpmmpyHra Tpebyercst Xupyprude-
ckoe JieueHue. CiryXOBbI€ anmnaparsl PEKOMEHIYIOTCS
JUI KOMIICHCAllUA HApYLICHHsI ClIyXa, a TaKke JUIs
YAYYIIEHUSI S3bIKOBBIX, KOMMYHUKAaTHUBHBIX U KOT-
HUTUBHBIX HaBBIKOB. COIyTCTBYIOLIUE MPOSBICHUS
KOPPEKTHPYIOTCS CHUMITOMATUYECKH, HAIpUMED,
KOCMETHKa JUIsl yCTpaHEHUs Ae(eKTOB NMUIMEHTa-
LIMH, COJHIIE3alIUTHBIE KPEM U OUKHU JJIsl MPEAoXpa-
HEHHUS KOXKH U T71a3 OT conHia) [15].
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