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Pe3ome

Me3eHXMManbHblii AUCreHe3 nepefHero cermeHTa rnasa —
37O 06WwMpHas rpynna heHOTUNNYECKN 1 TEHETUYECKM reTe-
pOreHHbIX 3a60N€eBaHNiA, YacTO CONPOBOXAAKLLNXCA Pa3-
BUTUEM [1ayKOMbl B PaHHEM AeTCKOM Bo3pacrte. OfHuUM u©3
Hanbonee pacnpocTpaHeHHbIX ABAseTcA cmHapom MpaHk -
KameHeLKoro, umetownin X-cLenneHHbln TUN HacnefoBaHus
1 CBOEO6pasHble N3MEHEeHUs MepeaHero oTpeska rnasa,
BKMOYasA NPU3HaKy roHnogucreHesa. OnpegeneHune 6mo-
NornyecKnx mapkepos Aebtota u maHudecTaumm rugpoan-
HaMUYECKNX HAPYLWEHWNI ABNAETCA aKTyanbHON npo6nemoi
opTanbmonoruu.

LIE/b. OnpepennTb (heHOTUNUYECKE KPUTEPUMN PAHHETO
pa3BuTUA rnaykombl npu cuHapome OpaHk — KameHewkoro.

METO/AbI. CpaBHUTENbHbIN PETPOCMEKTUBHbLIA aHANU3
(heHoTMNMUECKMX NpPU3HAKOB cmHApoma PpaHk - Kame-
HeLKOro y nauueHTos 2 rpynn, chOpMMPOBAHHbIX B 3aBU-
CMMOCTM OT CPOKOB MaHudectauuu rnaykombl: rpynna 1 —
22 yenoBeKa, Y KOTOPbIX MOBbIEeHWEe BHYTPUrNa3HOro
pasnenus (Br4) v nepeble NpM3HAKW rnayKombl 6binn 3a-
¢hmkcmpoBaHbl B Bo3pacTte 5-10 net. I'pynny 2 cocTtaBunu
14 yenoBekK, Y KOTOPbIX CTOVWKOE NoBbllWeHWe Bl u npus-
HaKM rNayKOMHOW ONTWYECKOW HelponaTum AUarHoCTupo-
BaHbl B BO3pacTe cTapue 20 neT.

PE3V/bTATbI. K Kputepusam paHHero pa3BuUTUA rnayKombl
y NauneHToB € cuHAPOMOM DpaHK — KameHeLKoro MoxHo
OTHECTU Hanuune BPOXAEHHOMN Hemporpeccupylolen mera-
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nokopHea (auameTp porosuupl 6onee 12 MM), FOHUOAUCTEHES
I1-1Il cTeneHw, TonwWwmMHa CTPOMbI PafyXXKn MeHee 50 MKM, 4TO
CBUAETENbCTBYET O KOMO6UHALNM AetheKTOB IMOPUOHANbHOIO
pa3BUTUS BCEX POCTKOB ME3EHXMMANbHO TKaHM.
3AK/TIOUYEHUE. AHoManbHbIi heHoTun cuHapoma dpaHk -
KameHeLKoro nerko oTAMYnTb OT HOPMANbHOTO MO HANUYUIO
cneumcuyecknx n cBOeobpasHbiX M3MEHEHUN PAAYXKM 1 ne-
pefHero cermeHTa rnasa B Lenom. B 7o xe Bpems gaHHOe
3a6oneBaHune NUMeeT Upe3BbluyaiHO BapuabenbHblie NposiB-

OPUTUHANDBHDLIE CTATbU

NEHNA C TOYKUN 3peHUA TAXECTU 1 AMuanas3oHa KIUHUYECKNX
CMMNTOMOB, @ TaKXXe BPEMEHU MaHU(ecTaLun rmaykoMHOro
npouecca. Pasnnunsa peHOTUNUYECKOW IKCNPeccum aHo-
ManbHOro reHoTUMNa MoryT NPUBOAUTb K TPYAHOCTAM UHTEp-
npeTauumn AnarHo3a v nosgHen ANArHOCTUKE TMAPOANHAMN-
UeCcKnx HapyLIeHWIA 1 rNayKoMHON HelipoonTuKonaTuu.

KNIOYEBDBIE C/TOBA: rnaykoma BpOXAeHHas, CUHAPOM
OpaHk - KameHeLkoro, peHOTUNMYECKOE pa3HOObGpasue,
6monornyeckne mapkepbl
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Abstract

Anterior segment mesenchymal dysgenesis comprises
a broad group of phenotypically and genetically heteroge-
neous diseases that are frequently associated with the deve-
lopment of glaucoma in early childhood. One of the most
common conditions within this group is Frank - Kamenetsky
syndrome, which has an X-linked mode of inheritance and
is characterized by distinctive abnormalities of the anterior
segment of the eye, including features of goniodysgenesis.
Identification of biological markers of the onset and mani-
festation of hydrodynamic disturbances remains an impor-
tant challenge in ophthalmology.

PURPOSE. To identify phenotypic criteria for early-onset
glaucoma in Frank - Kamenetsky syndrome.

METHODS. A comparative retrospective analysis of phe-
notypic features of Frank - Kamenetsky syndrome was
performed in patients from two groups stratified according
to the timing of glaucoma manifestation. Group 1 included
22 patients in whom elevated intraocular pressure (IOP)
and the first signs of glaucoma were documented at the
age of 5-10 years. Group 2 comprised 14 patients in whom

Kpumepuu paszsumui 2aayKomsl npu Me3€HXUMAJIbHOM JuczeHese

persistent IOP elevation and signs of glaucomatous optic
neuropathy were diagnosed after the age of 20 years.
RESULTS. Phenotypic criteria associated with early-onset
glaucoma in patients with Frank - Kamenetsky syndrome
included congenital non-progressive megalocornea (corneal
diameter >12 mm), grade lI-11l goniodysgenesis, and iris stromal
thickness <50 pm, indicating a combination of defects in the
embryonic development of all mesenchymal tissue derivatives.
CONCLUSION. The abnormal phenotype of Frank - Kame-
netsky syndrome can be readily distinguished from nor-
mal anatomy by the presence of specific and characteristic
alterations of the iris and the anterior segment as a whole.
At the same time, this disease demonstrates marked variability
in the severity and range of clinical manifestations, as well as
in the time of glaucoma onset. Differences in phenotypic
expression of the abnormal genotype may lead to difficulties
in interpreting the diagnosis and delayed identification of hyd-
rodynamic disturbances and glaucomatous optic neuropathy.
KEYWORDS: congenital glaucoma, Frank — Kamenetsky
syndrome, phenotypic diversity, biological markers.
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POKIEeHHas TIayKoMa — 3TO OTHOCUTEJbHO
peziKoe 3ab0JieBaHue U, 1O JaHHBIM JIUTEPATY-
pe1, coctaBiseT 0,01%...0,04% Bceil rmazHOM
marosnoruu. [To nmpezanoxxennou [ledpdepom —

Beiicom (Shaffer — Weiss) knaccudukanmm, BpoxaeH-

Hasd IJIayKoMa JeJUTCA Ha MEePBUYHYIO0 BPOXKAEHHYIO

I7TayKOMy ¥ TJIayKOMY, COYETAHHYIO C APYTHMU IJIas-

HBIMHM WJIN CUCTEMHBIMHU BPOXKJEHHBIMH aHOMAJHs-

MHU. BefyliuM 3BeHOM B ITaTOTE€HE3€ TIEPBUYHOMN BPOXK-

JIEHHOU TJIayKOMBI ABJISIETCA AUCTeHe3 yIyia mepesHei

kamepel (YIIK) pa3juvHOUN CTeleHU BBIPAKEHHOCTU

(ronmogaucrenes, [/IT"), 06yCIOBIEHHBIN OTATOIIEHHON

HaCJe[ICTBEHHOCTbIO, HEJOPA3BUTHEM ILIOJA, ITATO-

Joruel mpeHaranxbHOro nepuoza [1]. IlpuuwHbr pas-

BUTHS TJIAYKOMBI, COYETAHHOM C CUCTEMHBIMH BPOX-

JEHHBIMU aHOMAaJUSMHK, Pa3HOOOPA3HBI U 3aBUCAT OT

cuHApoMa, Ha $poHe KOTOPOro pasBuBaioTcs. OcobbIil

WHTepeC TPeJCTaBIsAeT reTeporeHHas Ipynna BpOX-

JEeHHBIX aHOMaIni (aHoManusa AKceHenbga, aHoMa-

s u cusgpoM Purepa, aHomanus [letepca, cuHApPOM

®pank — KaMeHeIKoTo U 7p.), 06beInHeHHAs B TPYIIITY

3a00JieBaHUM, XapaKTePU3YIOMINXCSI HATUIUEM IIPU-

3HAKOB Me3eHXMMAaJbHOTO AucreHe3a [2-4].

CoBpeMeHHOe TIpe/ICTaBleHNEe O ME3eHXUMaTbHOM

JVCTEHE3€e OTPAKaeT OCTAHOBKY Pa3BUTHS U HETIOTHYIO

IEHTPAJbHYI0 MUTPAIHI0 KJIETOK HEPBHOTO TI'pebHSA

1 KOpHEOT'eHHOU Me3o7iepMajbHOU TkaHU. OCTaHOB-

Ka Ha Jo00W U3 CTaZul Pa3BUTHUSA MOXKET BBI3BATh

OPUTNUHANDbHBIE CTATbHU

OYeBUZHBIE CUHAPOMEI KiauHu4deckoro [/ ¢ ompeze-
JIEHHBIMU HEHOTUITMYECKUMHU MTPU3HAKAMU.

OTa reTeporeHHas I'pyIiia BpOXKAeHHbIX aHOMaTUH
00603HaYaeTCsA MIUPOKUM TEPMUHOM Me3eHXUMaJb-
HOro JAucreHes3a B CBS3U C TeM, YTO B IIaTOJIOTHYe-
CKUU Tpoljecc BOBJEKAlOTCA KakK TKaHU, MPOUCXO-
JsIIMe M3 HeBPaJbHOTO rpebelrka U U3 Me30AepMbI
(pazyxka u poroBulia), Tak U TKaHU JPYroro IPOUC-
XOXK/JEHUsI, HalpUMep, XPYCTAJIUK, Pa3BUBAIOIIUNCI
U3 3KTOJ€PMBI.

Me3eHXUMaNbHBIN AUCTEHE3 MOXKET IMPOSBIATH-
¢ IMaTOJOTUYECKUMU U3MeHeHUAMU Toabko YIIK mnu
TopaXkaTh MEPEeJHUN CEerMeHT MOTHOCTBIO.

BoNBbIIMHCTBO U3 BHINIENIEPEYHCIEHHBIX aHOMATUHN
nepeZiaeTcs 0 HaclaeACTBY. Ha ceroHAMHNUY MOMeHT
BBIABJICHBI T'eHbl, OTBETCTBEHHBIC 3a UX NPOABJIEHUE
TIpY BPOKJeHHOW aHupuAnu, cuipome Ilerepca, cuH-
apoMe Purepa u fp. OTu 3a00eBaHUSA MOTYT Mepesa-
BaThCA 110 pa3INYHOMY TeHeTUUeCKOMY TUILY, BKJIIOYaa
ayTOCOMHO-ZIOMUHAHTHBIN, ayTOCOMHO-PelleCCUBHBIN,
X-CleIIeHHbIH, MHOTOGaKTOPHOE U ITUTOIIa3MaTHye-
CKoe HaciegoBaHue [5-9].

Cunzpom ®paHk — KameHeKoro, CTaBUIUK Mpe-
MEeTOM Halllero WHTepeca U YIIyOJeHHOTO U3yYeHU,
OTHOCUTCA K TPYIIe BPOXKAEHHBIX IVIAyKOM, COYeTaH-
HBIX C IPYTOM TIa3HOU MATOJOTHEN, U OTINYAeTCsA CBO-
eoOpa3HbIM U TOJBKO €U MPUCYIIUM KIMHUYECKUM
Teuenuem [10].

Ta6nuya. NokasaTenu 6MOMETPUN M XapaKTePHbIX U3MEHEHUI NepeaHero oTpesKa rnasa
npu cuHgpome MpaHK - KameHeuKoro.

Table. Biometric parameters and characteristic changes in the anterior
segment of the eye in Frank - KamenetsRky syndrome.

Moka3satenu / Values

rpynna 1/ Group 1

rpynna 2 / Group 2

NepefHe-3aaHAA OCb [Nasa, MM
Axial length of the eye, mm

MepenHas kamepa, MM | Anterior chamber, mm

Xpyctanuk, mm |/ Lens, mm

Crenetb AT, 6annbl
Degree of goniodysgenesis, score

[OvameTp porosuubl, mm / Corneal diameter, mm

TonwwmHa porosuubl, mm / Corneal thickness, mm

TONWMHA CTPOMbI PALYKKM, MKM
Iris stroma thickness, pym

ToONWMHA MUTMEHTHOTO 3MUTENNUS, MKM
Pigment epithelium thickness, uym

Mpenomn. cuna porosubl, D
Corneal refractive power, D

23,680,55* 2515:0,11*
3,06:0,11* 3,19:0,04*
3,95£0,07* 4,15:0,15%

1,4+0,6* 2,3+0,8*
11,40+0,25* 12,50£0,13*

595,25114,3* 619,3+6,64*

205,18+10,3* 55,15£9,37*
69,3+6,6* 77142,34*
£41,92+0,16* 41,7420,63*

MpumeyaHue: * — p<0,05.
Note: * — p<0.05.
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K coxaneHuI0, Ha CETOAHSINIHWI JeHb He OIpee-
JIEHBI Ma)KOPHBIE 'eHbI-KaHIUJAThI, MyTallud B KOTO-
PBIX IPUBOAAT K MaHubecTauu rmaykomsl ®paHka —
KameHenkoro. /[0 KOHIa HE U3y4eHbl 3aKOHOMEPHOCTH
Y MeXaHU3Mbl Pa3BUTHUSA JaHHOM MaTOJOTUU, KOTOPAs
XapaKTepu3yeTcs BapuabelbHOCThIO Me3eHXUMabHO-
ro IuCreHe3a IepeiHero OTpe3Ka I1a3a, CTeleHb BhIpa-
YKEHHOCTH KOTOPOTO KOPPEIUpPYyeT CO BpeMeHeM MaHU-
decranuy rIayKoMHOTO TIporiecca.

[ToMHUMO 3TOTO, AUCTE€HETUYECKHEe WU3MeHEHUs
CTPYKTYp IepeiHero oTpe3Ka IVla3a HabmofaTca He
TOJIbKO y MAI[UEHTOB C KINHUYECKUMHU MPOSIBIEHUSIMU
cunagpoma Ppanka — KaMeHeIKoro, HO ¥ y HOCUTeei
MATOJIOTMYECKOTO TeHA, Yallle Bcero 6e3 pasBUTHSA IV1a-
YKOMBI.

[ToaTOMY II€eJbI0 Halllel paboThl OBUIO ONPEAETUTD
beHOTUNNYECKE KDUTEPUU PAHHETO PAa3BUTHA IIay-
KOMBI ipu cuHApoMe PpaHk — KameHenkoro.

MaTtepuanbl 1 MeToAbl

[TpoBezieH peTPOCIIeKTUBHBIN aHAINU3 KIMHUYECKO-
ro TeueHus cuHzapoma ®pank — Kamenerkoro y 36 ma-
LIMEHTOB, MY>KYUHBI, CpeJHUN Bo3pacT 24,6+ 8,4 jerT.
JlmuTenbHOCTh HaOMOAeHNsA cocTaBuiaa oT 10 1o 14 jer.
OreHMBaIM YPOBEHb BHYTPUIVIA3HOTO AaBieHus (BI/T),
IIPOBOAUIN OMOMHKDPOCKONHUIO IepefHEero OTpesKa
I71a3a, Ipu KOTOPOY YYWUTHIBAIU AUaMeTp POTOBUIIEL,
CTPYKTYPHBIE M3MEeHEeHUs paAyKK{, TOHHOCKOIIMYec-
kU — crernenb oTkpbITUA YIIK 1 npusHaku [/II' (Hamu-
4yye JONOJHUTEIbHON Me3eHXUMMaJbHOW TKaHU, Ypo-
BeHb NMPUKPEIUIEHUs PajyKku K Tpabekyine). [IpoBo-
JWIA ONITUYECKYIO KorepeHTHYIo ToMmorpaduio (OKT)
IepefHero cerMeHTa Iviasa C onpejeieHUueM TOJIIN-
HBI CTPOMBI paZy>XKH, MUTMEHTHOI'O JINCTKA, Halu-
4yus 3aZHEr0 SMOPUOTOKCOHA, OIleHKA JOMOTHUTEND-
HBIX 00pa30BaHUil B yIIy epeZiHell KaMepbl. CTerneHb
[T onenuBanu mo kaaccudukaiuu J.I. CuzopoBa
u M.T. MupsasHi (1991):

I crenenpr — 1 6asm, II crenens — 2 6asia, III cTe-
neHp — 3 6asuia.

Kpurepusamu nepexoza CUHApoMa B INIayKOMY CUU-
TaJI0Ch CTOIKOe ToBHIIeHue BI/l 6osee 21 MM pT.CT.,
yMeHbIIIeHUe TOJIIVHBI CJIOS1 HEPBHBIX BOJIOKOH /IMCKa
3PUTEIbHOIO HEpBa U FaHIVIMO3HOI'O KOMILJIEKca CeT-
yatku 1o gaHHbeiM OKT.

CraTuCTUYECKUN aHAJIU3

CraTUCTHYeCKYI0 06pabOTKy JaHHBIX MPOBOAU-
s B mporpammax Microsoft Office Excel 2016 (Micro-
soft Co., CIITA) u Statistica 10,0 (StatSoft Inc., CIIIA).
JlanHble npezacTasieHsl B Buse M=*o, rae M — cpea-
Hee apudMeTHIeCKOe, 6 — CTaHAAPTHOE OTKJIOHEHUe.
J1 IpPOBepKU 3HAYMMOCTH Pas3lIMuUi Mexzay cpe-
HUMU 3HaYeHUAMU BBIOOPOK HCIIOJIB30BAJICS ITapaMe-
Tpudeckull t-kpurepuii CterofieHTa (p). Kpuruuecknit
YPOBEHb 3HAYMMOCTH HY/IEBOU CTATUCTUYECKOMN T'UIIO-
Te3bl NpUHUManu pasHbeIM 0,05.

Kpumepuu paszsumui 2aayKomsl npu Me3€HXUMAJIbHOM JuczeHese

OPUTUHANDBHDLIE CTATbU

Pe3ynbTaThbl

B pesynbTaTe IpoBeZleHHOI'O PETPOCIEKTHUBHOI'O
aHaM3a BCe NalMeHThl ObUTN pasZieieHbl Ha 2 TPYIIIILL.
B nepByio BkItoueHO 14 yeloBeK, y KOTOPBIX CTOHKOe
noBeinieHue BI/] 1 mpusHaky I71ayKOMHOM ONITUYeCKON
HelpollaTuM AMAarHOCTHPOBAHBI B BO3pacTe cTaplle
20 net. Bropyro rpyIy cocTaBuau 22 yejaoBeKa y KO-
TOPBIX MEpBBIE MPU3HAKU IVIAYKOMBI OBLTH 3abUKCH-
poBaHHI B Bo3pacTe oT 5 70 10 jeT. YcTaHOBJIEHO, YTO
MaI[MEeHTHl UCXOJHO UMEJH Pa3Hylo CTeneHb (peHOTH-
MUYEeCKUX MPOSIBIeHUH 3a6oneBanusa (mabauua).

Y manueHTOB IepBOU I'PYNIbI YCTaHOBJIEHO HaIU-
Yre yMepPeHHOU W30JUPOBAHHOU T'UIIOIUIA3UH PAZYK-
KM, TOJIMHA CTPOMEL [IPX 3TOM BO BCEX CIydadx Ipe-
BoimmaeT 100,0 MkM. /luaMeTp pOrOBUIII B 9TOM TpyIIIie
cocrasyfeT ot 11,0 go 11,5 mmM, YIIK OTKpHIT, CTPYK-
TypHBle 06pa3oBaHus Tpabekyasl AudbepeHIUpPyOT-
s, a TUAPOAUHAMUYECKHE OJIOKU MOTYT GBITh CBA3aHbI
C aHATOMUYECKUMU HIOAHCAMU CTPOEHUS TPabeKyJIbl
Y TIOJIOKEHUS IIIEMMOBA KaHaia. Kak 6bUIO cKa3aHO
BBIIIIE, [IAYKOMA B TAKUX CIy4asax GOpMUPYETCs MocCie
20-30, nHorza u 40 jeT U OTAUYAeTCS OTHOCUTEIbHO
ZI0OpOKAUYeCTBEHHBIM TEUEHUEM.

Y manueHTOoB BTOPOI I'PYIIIEL, HAIIPOTUB, YCTAHOB-
JieHa KoMOuHanus AeheKTOB SMOPHUOHATIHPHOTO Pa3BU-
THA BCeX POCTKOB Me3eHXMMaJbHOHN TKaHU. DTO HalU-
Yyre BPOXK/IeHHOW Helporpeccupylolleil MeraJokopHea
(ZuameTp poroBulbl BapbupyeT oT 12 MM 0 15 MM),
BpoxZeHHble u3MeHeHusa YIIK, cooTBeTcTBylolue
2-3 cTeneHu roHUoAMcreHesa. aie uarHocTUpyeTcs
«3ybuaToe» U TepefiHee KpeIUieHue KOPHA PaLyKKU.
3oubl YIIK 1160 auddepeHIUpy0TCsS He BO BCeX KBa-
apanTax, 1ubo He auddepeHIUPYIOTCSI BOBCE, BU3Y-
anmuaupyercs 3afHUM d3M6puoTokcoH. Kak mpasuiio,
o6muii ¢oH YIIK TyCKIIBIH, C CEpbIM OTTEHKOM, Hepes-
KO BCTpevaeTcs rpA3HO-cepas Byaslb U MeJKUe phIXJIble
BKJIIOYEHUS Me30IepMaIbHOU TKaHU B TPAOEKyIAPHOU
30He. HecMoTps Ha TOTalbHOE 3aKPBITHE B HEKOTOPBIX
cryvasax YIIK kopHeM pazyXKu, IJlayKkoMa Bcerza IIpo-
TEKaeT KaK OTKPBITOYrojibHas, 6e3 OCTPOii IeKOMIIEH-
canuu odrasbMoToHyca. ToNIIMHA CTPOMBI PALYKKU
y NAIMeHTOB 3TOU I'PyNIBl He IpeBblmaeT 50 MKM.
CoeVHUTENBHOTKAHHAA CTPOMa PAZAYKKH II0 IIEpH-
bepuu MpaKTUYECKU OTCYTCTBYeT, OOHaXkas 3aJHUU
MUTMEeHTHBIN jarcTok. C BO3pacToM, IO Mepe Ipo-
IPEeCCUPOBAHUA AUCTPOOUIECKUX U3MEHEHUHN payK-
KU, CHayasa 1o eé nepudepuu npu AuacKkiepasbHOM
IIPOCBEYMBAHUU MNOABIAIOTCA TOHKUE pajuajbHBIe
30HBI TPAHCWUTIOMUHAIINY — 30HBI CBedeHUs Ha GoHe
KpacHoro pedsiekca miasHoro aHa. O6Gpa3oBaBInue-
cs1 fedeKTE COOTBETCTBYIOT YYaCTKaM HCTOHUYEHHOM
CTPOMBI U IUT'MEHTHOT'O SIUTeINA, U IIOCTEIIEHHO yBe-
JIMYUBAIOTCA 10 OIPOMHBIX CKBO3HBIX OTBEPCTUH yale
TPeyroJbHO#M GOPMBI OCHOBAHUAMU K JTUMOY (puc. 1).

[TonyyeHHBIE Pe3yJAbTATBl MOXHO IOATBEPAUTH
Ha KJIMHAYECKOM IpHUMepe pPa3BUTHUA IVIAYyKOMHOI'O
mpollecca B paMKax OfHOU ceMbu. Tak, 6osbHOH [.
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Puc. 1. TTantueHT, 8 seT. /[ByCTOPOHHAA MerajJoKopHea, JruaMeTp poroBuilsl 14 MM. [71aykoma AuarHocTupoBaHa B 6 JeT.
A — mpaBbIl IV1a3, 30HBI TPAHCWIIIOMUHAIIMY B I[UIMAPHOHN 30HE paAy:KKH, riaykoma I crazuu; b — jieBbIi 171a3, 9KTONNA
3payka, CKBO3HBbIE IepeKThI paZy:Kku, maykoma III ctazuu; B — Te ke gedeKThl pagyXKu Ha GoHe peduiekca ¢ I1a3Horo JIHa;
I' — OKT nepeznero oTpeska miasa: TOJLKWHA pagyKku oT 20 g0 40 MKM, NepefHee KpelieHue pagyxku, YIIK 3akpbIT Kop-

HeM pazayxku (CASIA, Tomey).

Fig. 1. Patient, 8 years old. Bilateral megalocornea with a corneal diameter of 14 mm. Glaucoma was diagnosed at the age
of 6 years. A — right eye, areas of iris transillumination in the ciliary region, stage I glaucoma; B — left eye, corectopia, full-
thickness iris defects, stage III glaucoma; B — the same iris defects visualized against the fundus reflex; I' — anterior segment
OCT: iris thickness ranging from 20 to 40 um, anterior iris insertion, ACA is closed by the root of the iris (CASIA, Tomey).

¢ cuHzpoMoM ®PpaHk — KameHeKoro uMmeeT KOMIUIEKC
NaTOJIOTMYeCKUX M3MeHeHU! NlepeIHero oTpesKa Ivasa:
MerajokKopHea (ZuaMeTp poroBullbl 13 MM), 3aZHUHN
SMOPUOTOKCOH, IlepeZiHee KpeIUleHWe PafyXKKH, Ipu
3TOM TOJILIMHA CTPOMBI pagyxKu cocraBuwia 0-10 MKM.
['maykoma y AaHHOTO IalyeHTa pasBUIach B BO3pacTe
5 net (puc. 2). Y ero 6para, BiepBble 06CIe[0BaHHO-
ro B Bo3pacTe 14 jieT, ObUIO BBIABIEHO TUMHUYHOE JBYX-
[[BeTHOE OKpalluBaHue pafyKKu, YIIK OTKpHIT, Tpa-
6eKysa 4aCTUYHO MOKPHITA CEPOH, BOMIOKOIOAOOHOM
TKaHbIO, TOJNIMHA CTPOMBI pagyXKku — 111-180 MxMm
(puc. 3). laHHBIX 32 TJIAyKOMY Ha MOMEHT 00cIe0Ba-
HUA He ObLT0. JlanbHelinee HabJ0ZeHUEe T03BOJINIO
YCTaHOBUTH MOABJIEHNE IIePBBIX IPU3HAKOB HAPYIIEHUA
rUAPOAVHAMUKU [VIa3a TONBKO B Bo3pacTe 22 JeT.

06¢cyxaeHune

CunzpoMm Ppank — KameHenkoro umeeT X-crelieH-
HBIH pellecCUBHBIN TUI HacleJ0BaHNsA, O 4eM CBUZETENb-
CTBYIOT CJIeZyIOIIHie MOMEHTHI: BCe IPOOaH/BI-MyKIUHBI,
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CBIHOBBS OOJIbHBIX OTIIOB HE UMEIOT KIMHUYECKUX TPU-
3HAKOB CUH/POMA, KEHIIWHBI-HOCUTEIbHUIIBI MOTYT
MMeTb MUKPOIPU3HAKU CHHApPOMa 0e3 KIMHWUYECKUX
CHUMIITOMOB I71ayKoMsblI [11].

deHOTUNMYECKUM MaHUGDECTHBIM MPU3HAKOM ITO-
ro CHHApOMA SBJAETCA XapaKTepHas ABYCTOPOHHIA
TUIIOIUIa3Ks CTPOMBI PaAyKKU ¢ OOHaKEHUEM ee TIHT-
MEHTHOTO JTMCTKa. KOHTpacTHOe /ABYXIIBETHOE OKpa-
IIMBaHUEe PaZy’KKH, CBA3aHHOE C ZieGpeKTOM TepeHEro
Me30/IepMaJIbHOTO JINCTKA, TIPOSBIIAETCS Y)Ke PU POXK-
neHuu pebeHka. /lajee U3MeHEHUS TIEPEJHETO OTPE3-
Ka pa3BUBAIOTCA 10 2 ClleHapUsAM B 3aBUCUMOCTH OT
creneHn GEeHOTUNMUYECKON IKCIPECCUM aHOMAaTbHOTO
TeHOTHIIa. Y MalMeHTOB MEPBOM TPYIIILI IIPU COYETa-
HUM JVCTeHe3a Me30[IepPMabHOTO U IKTOAEPMabHO-
IO POCTKOB ME3€HXUMBbI C BO3PaCTOM B MUTMEHTHOM
JIUCTKE TIOABJIAIOTCA U MIPOI'PECCUPYIOT B TeUeHHE BCEH
JKU3HU CKBO3HBIE ZIeEKTHI, YTO BeJEeT K MOJUKOPUH,
SKTOIMU 3pavKa, JedopMaluy U pa3pyuIeHUIO paayK-
ku. TakuMm o6pasoM, cTemeHb AebopMaIuyl Pagy KU
omnpezieNsieTcsd HECKOJbKUMU MOMeHTaMU. Bo-TIepBHIX,

FOpvesa T.H., Mukoga O.H., Kadvtwes B.B.



Puc. 3. ®oroperucrpanusa u OKT pagyxku 6para 6oapHOr0 — cube [., 21 rog (OCT Optovue RTv-100). V3oamupoBaHHBIN
upugoaucreHes: cpeguuit npoduis YIIK, crpoma 111-180 MKM, TUTMEHTHBIHN JIUCTOK 76 MKM.

Fig. 3. Photo and OCT of the iris of the proband’s brother — sibs D., aged 21 years (OCT Optovue RTv-100). Isolated
iridodysgenesis: average angle configuration, stromal thickness 111-180 um, pigment epithelium thickness 76 um.

|

Puc. 2. Ilepeguuii orpe3ok u OKT pazgyxku 6onbHoro [I., 7 ner — npobang (OCT Optovue RTv-100). CoueTaHHBIH Me3eH-
XUMaJbHBIY AyicreHes3: cTpoMa paAykku 0—10 MKM, TUTMeHTHBIN c1oy 72—-78 MKM, Ilepe/jHee KpellleHue paAy:KKU, Mera-
JIOKOpHea. [taykoma ¢ 5 JieT.

Fig. 2. Photo of the anterior segment and iris OCT of patient D., 7 years old — proband (OCT Optovue RTv-100). Combined
mesenchymal dysgenesis: iris stroma 0-10 um, pigment layer 72-78 um, anterior iris insertion, megalocornea. Glaucoma

since the age of 5 years.

HUCXOZHasA TOJLIMHA CTPOMBI Pafy>KKU: KpUTHUYHAA
TOJIIINHA, IPU KOTOPOU (OPMUPYIOTCA CKBO3HBIE Jle-
dexTl — 10 50 MKM. Bo-BTOpBIX, cTenieHb [/I[": eciu
COXpaHeHBl OCHOBHBIe Tonorpadudeckre 30Hb YIIK,
a paZy:KKa KpelnuTcsd K IUINapHOMY Tely, TO pa3pyule-
HUA e€ TKaHel co BpeMeHeM He mpoucxozaut. Jlo cra-
POCTU €JVHCTBEHHBIM IIPU3HAKOM Me30JepMaJbHOU
mucTpodun 6yZeT rUNOIUIA3UsA CTPOMBI C IBYXIIBETHBIM
OKpalIUBaHUEM pafyKHOH obonouku. Eciu y manueH-
TOB UMeeTcs 2-1 WU Aaxe 3-1 creneHb [/I[, TO ecTb,
paZy’kKa KpeluTcsA [0 YPOBHIO HIDKHEN WIK BepXHeu
TpPeTH TpabeKyJbl, CYIECTBYET OCTOSHHOE MeXaHH-
YecKoe HaTsSKeHUe TKaHU Pay’KHOM 000J0UKU MEXAY
€€ KOpHeM, KpensluMce K IJIOTHOW HeyIpyroi TKaHU
TpabeKyIbl, U 3pauKOBBIM KpaeM. Torza oGBIYHbIE IBU-
JKEHMA 3paykKa C Te4YeHWeM BpPeMeHU IPUBOJAT K I'Py-
6bIM pa3pbIBaM U Aebopmanuu TKaHu [12].

PanHue HapylleHusa r'UpPOAVMHAMUKY IJ1a3a U IO-
BeimeHue BIJ] y manueHTOB 3TOW TPYIIIBl CBSA3AHBI
C coxpaHeHueM Me30TKaHU B YIIK 1 aHOMaIbHO BBICO-
KUM KpeIlIeHHeM KOPH:A paZy:KKU Ha ypOBHe BepxHeil
TPETH TPabeKyIIbl.

Y nanueHTOB BTOPOW TPYIIIBI C HENOJHON IIeHe-
TPaHTHOCTHIO NATOJOTMYECKOTO M'eHOTUIA BPOXKJEH-
Hble M3MeHEHUsd PaAyKKH OCTAIOTCA CTaOWIbHBIMU
B TedeHUe Bcel XKM3HH, a ITIayKoMa pas3BUBaeTcd Ha
2-3 fecATWIETUN KU3HU U B OoJiee T03/IHEM BO3pacTe.

Kpumepuu paszsumui 2aayKomsl npu Me3€HXUMAJIbHOM JuczeHese

Takum o6pa3oM, aHOMAJIbHBEIN GEHOTHUII CUHAPO-
Ma ®paHk — KaMeHEIKOro JIeTKO OTIUYUTh OT HOp-
MaJbHOTO HAJIMYUEM CIenUUIECKUX U CBOeOOPa3HBIX
W3MEHEHUH paZy’KKu U MepeSHero CerMeHTa riasa
B LIeJIOM. B TO Xe BpeMs JaHHOE 3a60/eBaHUE UMEET
Ype3BbIYAaliHO BapuabenbHble TMPOSBIEHUS C TOUKHU
3peHUs TSDKECTU U Uana3oHa KIMHUYECKUX CHMIITO-
MOB, a TaKke BPeMeHU MaHHdpecTaluy IIayKOMHO-
ro mpotecca. Paznmnunsa GeHOTUINIECKON IKCIIPECCHU
aHOMaJIbHOTO M'€HOTHUIIA MOTYT NMPUBOAUTH K TPYAHO-
CTAM UHTEPIIPETAI[H AMarHo3a U TI03/IHe JUarHOCTHU-
KM TUAPOAMHAMUYECKUX HapyIIeHWH U TIayKOMHOM
HelpoonTUKonatuu. PazpaboTaHHble HAMU KpUTe-
pUU, OCHOBAHHBIE HAa Pa3JIUYHOM COYeTaHUU (eHOo-
TUMUYECKUX MPU3HAKOB ME3eHXUMAaIbHOTO AVCreHe-
3a, MO3BOJIAIOT MPOTHO3UPOBATh XaPaKTEP TEUEHUs
3abosieBaHuUsA Zlaske B MpefesiaX OJHON POAOCIOBHOM
Y pa3pabaTeiBaTh UHAUBU/AYAIbHYIO IPOTPAMMY Jede-
HUS MAlUeHTOB C IeNbI0 COXPAHEHUsS 3PUTENbHBIX
byHKIMIA.
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