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B oppmanvmoneduampuueckoii npakmuke pemunoosacmoma (PB) — camas wacmas eHympuenaznas onyxonb 0emckoeo 803pacma,
B03HUKAIOWAS 6 pe3yabmame 310KAYeCMEEHHOU Mmpanchopmayuu ImMOpuoHatbHol pemunsl. OCHOBHble KAUHUHECKUE NPOséAeHUs,
conposocoarouue PB, smo aeiikokopus, Kocoenasue, CHUdCEHUe OCMPOMbL 3pEHUS, HAAUUUE HA 2AA3HOM OHe JCeamo8amo-0eavix o4azos
¢ oKpyducaroueli cyopemuHanbHoll HCUOKOCHblo U 6e3, a maKice OnyxXonegblx omcegos 6 CMeKA08UOHOM mene U/uau noo cemuyamyoi.
Ob6biuno duaeno3 ycmawnaeausaemcs 0e3 0083amenvH020 Mopghoaoeuteckoeo noomeepicoenus. OCHOGHLIMU UHCMPYMEHMANbHbIMU
memodamu 045 duaenocmuku PB asasiomea 6uomukpockonus nepedre2o ompe3Kka 21a3a, 0pmanbMOCKOnUs 2Aa3H020 OHA ¢ MAKCUMANbHbIM
MeOUKaMeHMO3HbIM MUOPUAZOM, YAbIMPA38YK080€ UCCAe008aHUe 2Aa3 U OPOUM U MACHUMHO-DE30HAHCHAS MOMOPAadus opoUum U 20108H020
Mmo3ea ¢ konmpacmuuim ycunenuem. Cyuwecmeyem pso 3abonesanuil, umerouwux ¢ PB obwue kaunuveckue npusHaku, 4mo moxcem 0bimy
CAOMCHBIM 0151 NPAKMUKYIOUUX 8DaUeli-0MAanbmM010208 Npu YyCmanoeaeHuy duaeznosa. Ilpu mpyonocmsx 6 duaenocmuke y oghpmanvmonoea
6cezda 0049ICHA NPUCYMCMBOBAMb OHKOHACMOPOJICEHHOCHb, U NAYUeHm 004JceH Oblmb HANPagAeH 8 CHeyUuaIu3upo8anHblil ueHmp 0as
UCKAIOUEHUS GHYMPULAA3HOU ONYXONU.
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In ophthalmopediatric practice retinoblastoma (Rb) — is the most common malignant pathology of the eye that occurs as a result of malignant
transformation of the embryonic retina. The main clinical manifestations accompanying Rb are leukocoria, strabismus, decreased visual
acuity, the presence of yellowish-white foci on the fundus with and without surrounding subretinal fluid, as well as tumor dropouts in the
vitreous and/or under the retina. Usually, morphological confirmation of the diagnosis is not required. The main diagnostic instrumental
methods for the diagnosis of Rb are biomicroscopy of the anterior segment of the eye, ophthalmoscopy of the fundus with maximum drug-
induced mydriasis, ultrasound of the eyes and orbits and MRI with contrast enhancement of the orbits and brain. There are a number of
diseases that have common clinical signs with Rb, which can be difficult for practicing ophthalmologists to diagnose. An ophthalmologist
should always be on-alert and if there are difficulties in diagnosis, the child should be sent to a specialized center.

The article presents a report for 13 months of the work of the Competence center for Retinoblastoma of the Research Institute of Pediatric
Oncology and Hematology named after Academician of the Russian Academy of Medical Sciences L.A. Durnov at N.N. Blokhin National
Medical Research Center of Oncology, Ministry of Health of Russia on the identification of pseudoretinoblastomas among patients treated
with critical symptoms that may accompany or simulate Rb.
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Beenenne
Knununueckue nposiBieHus petuHobaactombl (PB) —
3JI0KAYeCTBEHHON OITyXOJIM CEeTYaTKM — MOTYT TaKxke

COIPOBOXAAThL ApYrue 3abojieBaHus IJ1a3, ¢ KOTOPBIMU
clieayeT MpoBoauTh AuddepeHIMalbHbINi nuardo3s [1, 2].
K takum cuMmnTomMaM B TIEPBYIO Ouepeab OTHOCSITCS JIeii-
KOKOPMSI, KOCOTJIa3ue U CHUXKeHue 3peHust. CucremaTu-
3UPOBAHHBIN MOAX0 K TU(pdepeHInaTbHOMY PsIy 3a00-
JIEBAaHUM, MPOSIBIISIOIINUXCS JIEMKOKOPUEH, TIPEACTaBICH
B pab0Tax OTEYECTBEHHBIX U 3apy0OeKHBIX aBTOPOB, KOTO-
pbIe YCJIOBHO MOXHO CTPYIIIIMPOBATH CIEAYIOIIMM 00pa-
30M — OIYXOJH, (paKoMaTO3bl, BPOXKIECHHbIE aHOMAIUU
WIK Malb(hopMallii, COCYINUCTbIe U BOCHAJIMTEIIbHBIC
3a00JieBaHUs, TPaBMa M MPOY. 3aperucTpUPOBAHO MOPSII-
Ka 27 HO30JI0THIi, B TIEPBYIO AECITKY BOILIM Hauboee
pacnpoctpaHeHHble: peTuHUT Koarca (PK), mepBuuHoe
MEePCUCTUPYIOIIEe TUMEPIIACTUISCKOE CTCKJIOBUIHOE
teno (ITIIICT), remodTanbMm, TIIa3HONH TOKCOKApO3,
CEeMEMHAas KCCyIaTUBHAs BUTPEOPETUHOIIATUS, OTCIION-
Ka CeTJYaTKM, KOojjoOoMma, acTpoIlMTapHas TaMapToMa,
KOMOMHMpPOBaHHAs raMapToMa CeTYyaTKd W TUTMEHT-
HOTO SIUTENMSI CeTYaTKU, SHIOTCHHBI 3HI0MTaTbMUT
[3]. YeTko mpocnexuBaeTcsl 3aBUCUMOCTb HEKOTOPBIX
BUJIOB TICEBIOPETUHOOIACTOMBI OT BO3pacTa Ha MOMEHT
IUATHOCTUKU. Y ndereil miamiie 1 roma Haubosee 4acTo
BcTpevanochk nepsuyHoe IITIT'CT, a B Bo3pacte oT 2 10
5 net u crapuie — PK [4]. B neguarpuyeckoii mpakTuke
o(TanbpMoIIory KpaliHe BaxKHO He ITPOITYCTUTh KaK Hera-
TUBHO BJIUSIOIINE Ha COXpaHEeHUE 3peHMs (DaKTOPhl, TaK
U YTPOKAIOIIE XXM3HU COCTOSIHUS.

Ileap mcciemoBaHusi — MPEICTaBUThL IVIA3HYIO IATO-
snoruto, umutupylomyio PB, Ha ocHoBe 13-MecstuHOTO
otyeta Llentpa kommereHuun no Pb HUWU perckoii
OHKoJioTuu ¥ remarojioruu uM. akaa. PAMH JILA. 1yp-
"Hosa ®I'BY «<HMMUII onxkomorun mm. H.H. Biaoxuna»
Munsapasa Poccun (HUU 10ul’).

MatepuaJjsl 1 METOIbI

3a nepuop ¢ sHBapsa 2022 r. mo ¢eBpanb 2023 . 6bUT
obcnenoBaH 91 manMeHT B Bo3pacte oT 23 aHeit 1o 12 et
¢ HampapJsiomumM nuario3oM Pb. Beem getsam nposene-
HO paclIipeHHOe O(pTaJIbMOJOTUYECKOe O0OCeI0OBaHUE
C IPUMEHEHUEM TEAUATPUYECKON PETUHAIILHOM KaMepHhI,
yibTpa3BykoBoro uccienoBanus (Y3M) rmaz um opoOwur,
MarHUTHO-pe30HaHCHOil Tomorpacduu (MPT) opour
U TOJIOBHOTO MO3ra.

PesynsraTsl

Cpenu 91 manmenra 6o110 48 (52,7 %) nesouek u 43
(47,2 %) manbuvka. CaMbIMM 4aCTbIMM IEPBBIMU CUM-
NTOMaMU CTau Jieiikokopus (n = 34; 37,4 %) u Kocorja-
sue (n = 27; 29,6 %). B 20 (22 %) cay4asx 3aboeBaHue
MPOTEKaJ0 OECCUMITOMHO, HO B CBS3U C IaTOJIOTUEH,
BBISIBJIGHHOM Ha MPO(PUIAKTUIECKOM OCMOTpPE Yy o(Talb-
MoOJIOra, MalMeHThl ObLIM HaIlpaBJIeHbl U3 PErMOHA MpPO-
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JKMBaHMS B CIIELIMAIM3UPOBAHHBIN LIEHTP C IIOA03PEHUEM
Ha PB. Cpeny mepBUYHBIX CUMIITOMOB TaKXKe BCTPETUIIUCH
oydransm (n =2;2,2 %), cHizkeHue 3penus (n =2; 2,2 %),
orcyrcTBHe 3peHus (n = 2; 2,2 %), remodTansMm (n = 1;
1,1 %), oreuHocTh BeK (n = 2; 2,2 %) 1 THOIHOE OTAEIIeMOe
(n=1;1,1%). Hauboee MHOro4MCICHHOI OKa3aach rpyIi-
na naiueHToB ¢ PB B Bo3pacte no 1 roga (n = 38; 41,75 %).
Heckosibko MeHblIIei 10 KOJIMYECTBY CTala IpyIiia Mmaim-
eHToB ¢ PB B Bo3pacte ot 1 roga o 3 et (n = 31; 34,06 %),
a B rpyIine crapiue 3 JieT 6buto Beero 15 (24,19 %) nereii.
B pesynbrare quarto3 Pb 6bu1 monTBepxkiaeH y 84 (92,3 %)
u3 91 nanuenTa. B 55 (65,4 %) ciydasix BbIsIBJIieHa MOHO-
natepanbHas ¢dopMma, B 27 (32,2 %) — OwuiaTepalibHas
ny 2 (2,4 %) naureHroB — TpwiatepaibHas Pb. CemeiiHas
dopma Pb ormeuena B 6 (7,1 %) u3 84 ciaydaes (Tad:. 1).

Cpenu niceBnopetuHobactom (n =7;7,7 %) B 3 city4a-
sax noareepxkaeH PK, mpuyem y 2 u3 3 nereii 3aboneBaHue
JMaTHOCTUPOBAHO B Bo3pacTte oT 1 roma no 3 neruy 1 us
3 B Bo3pacrte crapuie 3 neT. Kpome PK y nmereit crapiie
3 JIeT BCTPETWINCH CIEAYIOIINEe eAMHUYHbIC HAOMIOACHMS
¢ ogHOCTOpoHHUM mnopaxeHueM rnaza: TTITTI'CT, mopok
pasButus 171a3a npu TC, JAI'X (B cMMITOMOKOMILIEKCE
cunapoma Crepmxka—Bebepa) u Ip/I3H ¢ nBycropoHHUM
MOpakKeHUEM IJ1a3.

IIpencraBnsieM KIMHUKO-UHCTPYMEHTAJIbHBIE OCOOEH-
HOCTH BBISIBJICHHBIX 3a00JI€BAaHUIA.

PK — st0 maumomnarnueckoe 3aboieBaHuE, COIMPOBO-
>Kaatonieecs (popMUpOBaHUEM TeIeaAHTMIKTA3U U MUKPO-
AHEBPU3M COCYIOB CETYaTKU C UHTPApeTUHAIbHBIMU
¥ cyopeTnHanbHBIMM 3Kccynatamu [5]. PK yaie pasBu-
BaeTCsl y MaJbuMKOB C TMpeodalaHUeM MOHOKYJISIPHOTO
nopaxkeHusl. XapakTepHble KITMHUYecKue nposiBieHus PK:
JKEJITO-30JIOTUCTAsI JICHKOKOPUSI, 9KCCYAAThl CETYATKHU,
TeJeaHTUIKTAa3MM U IKCCyIaTHMBHAS OTCIIOMKA CETYaTKHU.
PK MoxeT penko MposiBISTbCS HAIUMYMEM XapaKTEPHBIX
IIABAIOIINX KEJIThIX KPUCTAUIMYECKUX OYaroB BO BIare
nepeaHei kamepsl [6, 7]. ITo gaHHBIM JIUTEPATYpHI, CPE.-
HHUE CPOKU MaHM(becTaluu 3a00JeBaHUSI COOTBETCTBYIOT
BO3pacTHOMY MHTepBaTy OT 8 10 16 j1eT. OmHako Haubosee
tskesio PK mipotekaeT y neteit paHHero Bo3pacTa. YUUTHI-
Basi OECCUMIITOMHOCTb TEYEHMsI, 3a0o0JieBaHUE HEPEIKO
JUATHOCTUPYIOT CIy4ailHO Ha AMCIAHCEPHBIX OCMOTpax
odTaibMoJIora fepel MOCTYIUIEHUEM B IETCKOE JOLIKOJIb-
HOE YYpEeXICHUE I LIKOJLY, B CBSI3U C IOSIBJICHUEM KOCO-
[J1a3usl WK JIEMKOKOpUM. JIJIs OMHOCTOPOHHEIO Mopaxe-
Hug rna3a PK He xapakTepHa accolmalyst ¢ CUCTEMHBIMU
3a0os1eBaHusMU. I1o manHBIM uccenoBanuii, PK He siBs-
eTCs TeHeTUYeCKM 00yCIOBIeHHBIM 3a00oneBaHueM. OnHa-
KO CYLIECTBYET €r0 COYETaHUSI C HEKOTOPbIMU I'€HETH-
yeckumu aHoManusiMu (TC, TMMIMEHTHBIM PETUHUTOM,
a Takxke cuHapoMamu CeHbopa—JlokeHa, XamiepmaHa—
rpeiicda, [Tappu—Pombepra, Kopuenuu ne Jlanre) [8, 9].

Paccmorpum ximmHnueckue niposienenust PK y 3 manu-
€HTOB, KOTOPbI¢ ObUIN BBISIBJICHBI Ha (DYHIYC-CHUMKAX IIPU
oopamenn B HUUM J10ul, B cpaBuenuu ¢ Pb (puc. 1).
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Ta6mma 1. Xapaxmepucmuica nayuenmog (n = 91), nanpaeaennvix ¢ HUH JIOul ¢ nodospenuem Ha 6HympueaasHyro onyxoas 3a nepuoo ¢ aneaps 2022 e.
no gespans 2023 e.

Table 1. Characteristics of patients (n = 91) referred to Research Institute of Pediatric Oncology and Hematology named after Academician of the Russian
Academy of Medical Sciences L.A. Durnov at N.N. Blokhin National Medical Research Center of Oncology, Ministry of Health of Russia with suspected

intraocular tumor for the period from January 2022 to February 2023

PK
Coats
retinitis

(CR)

Bce
HANHEHTHI
All patients

ITpusHak

Characteristic

Bospacr, roasl

Age, years
0—1 38 38 — —
1-3 33 31 2 —
3—-12 20 15 1 1
[TepBblit cumnTOM
The first symptom
neﬁxoxqpnﬂ 34 0 2 _
leukocoria
e 7w !
without sympoms 20 19 - -
oydrarsm 2 B -~ _
buphthalmos
CHIDKEHUE 3peHMsI
decreased vision 2 ! B N
OTCYTCTBHE 3pCHHsI ) ) B _
lack of vision
remodTaabM 1 1 . .
hemophthalmos
OTETHOCTb BEK ) ) B .
puffiness of the eyelids
THOITHOE orzessiemMoe | | . _
purulent discharge
JlarepaibHOCTD
Laterality
OD 24 19 2 1
oS 37 36 1 —
ou 28 27 — —
OouU + 31'411/1(1)1/1‘3 2 ) _ _
OU + epiphysis
Tlon
Gender
IEERE 43 40 2 1
JKEHCKUIA
el 48 44 1 —
Cewmeiinas Pb 6 6 _ B
Familial Rb

MIITrCT
Persistent
hyperplastic primary
vitreous (PHPY)

Jpy3bl AUCKA
3PUTEJILHOTO HEPBA
(IpJI3H)
Optic disc druses
(ODD)

TyOepo3Hbrii
ckuiepo3 (TC)
Tuberous sclerosis
(18)

Juddy3nas remanru-
oma xopuouaen (JAIX)
Diffuse choroidal
hemangioma (DCH)

V3U nipu PK BBISBISIET OTCIIONWKY CETYaTKU, KOTOPas
B omsinure ot Pb He accounupoBaHa ¢ HaIu4MeM cyope-
TUHAJIbHBIX onyxoseBbix Macc [ 10]. Kanpundukanuns npu
PK nabntonmaercst penko, B ciydyae JIMTEIbHO CYILECTBY-
IOIlell OTCIOMKU CeTYaTKU KakK pe3yJibTaT AUCTpoduye-
CKOTO Tpoliecca WIX KOCTHOW MeTarjla3ud MUrMEHTHOTO
snuteausd cetTdyatku. B otnuuue ot Pb xanbiudukamnus
npu PK HOCUT TUHENHBIN XapakTep, B TO BpeMs KaK Mpu
Pb xanbiimHaTel 1M dy3HO pacnoiokKeHbl B OMTyX0JIeBOM
tkanu. [Tpu Y3U B HUU JOul y mauuenrtos ¢ PK 0butn
BBISIBJIEHBI CJIENyIOIIME MPU3HAKU, MPEACTaBICHHBIE Ha
puc. 2.

Ocobennoctu MPT npu PK npencrasnenst Ha puc. 3.
B utore OCHOBHBIMU KJIMHWYECKUMU TpusHakamu PK

Yy BCeX 3 MalMeHTOB ObUIM CJIEAYIOLINE: XKEJITO-30JI0TU-
cTasi IEWKOKOPUS, 9KCCYAAThl CETUYATKU, TEJICaHTUIKTa-
3UM U DKCCYIAaTUBHAS OTCIOMKa ceTyaTki. K OCHOBHBIM
V3U-npusznakam 3anyiieHHot PK ciemyer otHectn
OTCJIOUKY CeTYaTKU, HEpaBHOMEPHOE YTOJIIIIEHUE CeTYat-
KU TIOBBIIIEHHOW 3XOT€HHOCTH, HAJIMYUE MOJ CETYATKOMN
MEJIKOIUCIIEPCHOM B3BECU CPEIHEW U ITOBBILIEHHOU
sxoreHHocTu. MPT mnpu PK yka3sbiBaeT Ha yMeHblIeHUE
pa3MepoB MOPAXEHHOIO IJ1a3a, TOTAJIbHO OTCIOCHHYIO
W HEPAaBHOMEPHO YTOJILIEHHYIO CETYaTKy, UHTEHCUBHO
HEPaBHOMEPHO HaAKaILJIMBAIOIIYI0 KOHTPACTHBIN Mperna-
pat ¢ BBICOKOOEJIIKOBBIM KOMIIOHEHTOM MO OTCJIOEHHOM
ceryaTkoil. MHOTrma MoryT HaOJIIOIaThCSl UHTPapEeTUHAIb-
HbI€ KACTBI C yPOBHEM CEIUMEHTAINH.
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a 0 6

Puc. 1. PK (a — nayuenm K., 6 — nayuenm Jl., ¢ — nayuenm QO.): cocyducmoie usmeHeHUs NPeocmasnenbl meaeaHeusKmazusimil, SKccy0amueHol Omcaoi-
KOU cemuamKu, accouuupo8antoll ¢ meepobiMu IKCCYOamamu 3010MUCMO-Jiceamoeo yeema, Hanpomus, npu PB onpedeasemcs onyxoav ¢ pasHomepHo
DPACULUPEHHBIMU U3GUMBIMU NUMAIOWUMU cocydam (2), GMOPUMHAs OMCAOUKA CeMHYaAMmKU C6A3aHA ¢ IK30MDUMHBIM POCIOM ONYX0AU, NOO KOMOPOU Kpome
OCHOBHO20 Y3/1a PACHONONCEHbI MHOJICECIBEHHbIE JCEAMO8amMO-0eble CyOpemunalbHble OnyxXoaeavie 0mcessl (0)

Fig. 1. CR (a — patient K., 6 — patient L., 6 — patient O.): vascular changes are represented by telangiectasia, exudative retinal detachment associated with
solid exudates of golden yellow color, on the contrary, with Rb a tumor with uniformly expanded convoluted feeding vessels is determined (2), secondary retinal
detachment it is associated with exophytic tumor growth, under which, in addition to the main node, there are multiple yellowish-white subretinal tumor
screenings (0)

a 0 6

Puc. 2. Y3U: a (nayuenm K.) — cemuamxa momanvHo omcaoena (0panicesas cmpeaxa), noo cemuamroll 836ech (CUHAS CMpeaKa) ¢ MeaKkooucnepCcHom
COOEPIHCUMBIM NOBbIUEHHOIL U CpeOHell 3XoeeHHocmu; 0 (nayuenm JI.) — cemuamka momanbHo OMcA0eHA, HePAGHOMEPHO YMOAUEHA, NOBbIUEHHOL 3X02eH -
Hocmu, npu yeemosom donaeposckom kapmuposarnuu (LK) 6 ee moawe onpedeasiromes a0kycol kpogomoka (ykasanvl cmpeakamu); 6 (navuenm O.) —
cemuamxa momanbHo OMCAOEHA, NOBBIUEHHOU 9X02eHHOCMU, HePAGHOMEDHO YMOAUWEHA (OPAHdICe8as Cmpenka), 6 cemuamie onpeoensiemcs eOUHUHoe
2UN0IX02EHHOE KUCMO3HOe 00pazosanue 00 2 MM ¢ HeOOHOPOOHbIM codepicumbim (3eaenas cmpeaka). 100 cemuamkoii meakoducnepcHas 36ece cpeoHell
U noguluenHoil axoeenHocmu. QbsemHoe 06paszosarue, 00biuHO conpogoxcoaroujee Pb, omcymemeyem na écex 3 cHUMKAX

Fig. 2. Ultrasound: a (patient K.) — retina is totally detached (orange arrow), there is a suspension under the retina (blue arrow) with fine-dispersed contents of
increased and medium echogenicity; 6 (patient L.) — retina is totally detached, unevenly thickened, increased echogenicity, with color Doppler mapping blood
flow loci are determined in its thickness (indicated by arrows); & (patient O.) — retina is totally detached, increased echogenicity, unevenly thickened (orange
arrow),a single hypoechoic cystic formation up to 2 mm with heterogeneous contents is detected in the retina (green arrow). There is a fine suspension of medium
and high echogenicity under the retina. The volumetric formation that usually accompanies Rb is absent on all three pictures
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Puc. 3. MPT: a (nayuenm K.) — MPT tra T2-636ewennoe uszobpaxcenue (BH) FS. [Ipasuiii enasz ymenvuien, cemuamka eUnoUHMeHCUGH020 CUeHaNd,
MOMANbLHO OMCAOCHA U HePABHOMEPHO ymoaujera (opanxicesvie cmpenxis); 6 (nayueum K.) — T1-BH tra nocmxonmpacmuoe 3D, npu PK unmencugHo Hepag-
HOMepHO HaKanaueaem KOHmMpacmuulil npenapam (opansicesvie cmpeaxu). [1od cemuamicoii 36ech ¢ 8b1c0K00eaK08bIM KOMNOHeHmMoM; 6 (nayuenm O.) —
MPT tra T2-BH FS. Jlesviii ena3z ymenvuieH 8 o0seme, cemuamea momanbHo OmcaoeHa (Opanicesas cmpeika) u HepasHOMEpPHO YMOAUEHA ¢ Haluvuem
UHMPAPEeMUHANLHOU KUCTbL ¢ YPOGHeM cedumenmauuu (3enenas cmpeaxa); e (nayuenm O.) — T1-BHU tra nocmionmpacmnoe 3D, usmenennas cemuamia
UHMEHCUBHO HePABHOMEPHO HAKANAUBaem KOHmMpacmubylil npenapam (opamicegvie cmpeaxu). I1oo cemuamicoii 836ech ¢ 8bICOK00AKOBIM KOMNOHEHMOM

Fig. 3. MRI: a (patient K.) — MRI tra T2-VI FS. The right eye is reduced, the retina of a hypointensive signal is totally detached and unevenly thickened
(orange arrows); 0 (patient K.) — T1-VI tra post—contrast 3D, with CR intensively unevenly accumulates a contrast agent (orange arrows). Under the retina,
a suspension with a high-protein component; 6 (patient O.) — MRI tra T2—VI FS. The left eye is reduced in volume, the retina is totally detached (orange
arrow), and unevenly thickened with the presence of an intraretinal cyst with a level of sedimentation (green arrow); e (patient O.) — T1—VI tra post-contrast
3D, the altered retina intensively unevenly accumulates contrast agent (orange arrows). There is a suspension with a high-protein component under the retina

[ITII'CT — penkas BpoxIeHHas aHOMaJMsI OpraHa
3peHusI, BbI3BaHHAs HApyIIeHMEeM OOpaTHOTO Pa3BUTHS
nepBuyHoro crekigoBuaHoro tena (CT) c¢ ¢yHKUMO-
HUpylolleil (eTaTbHOM MHTPAOKYJISIPHON COCYAUCTOM
cetblo. KnumHuyecku nmpencrtaBiaeHa —JieiKoKopuei
¢ MUKpOMDTaTbMOM, YAaCTO COYETAETCS C KaTapaKTol Mpu
BOBJICUEHUN B MPOILIECC 3aJHEN KarcCyJbl XpyCTaJuKa.
[TaToreHes naHHoro 3adoJjieBaHUS JO KOHIIA HE M3yYeH.
YCTaHOBIIEHO, YTO KPUTUYECKUM (aKTOPOM, PETYIIH-
pytonuM perpecc mnepBuyHoro CT, sBasieTcs Oeyok
Ephrin-AS5, a takxe myTtaius B reHe ATOH7, viccienoBa-
Hus nipopokatores [11, 12].

B 3aBucUMOCTH OT JoKanu3aluu (GuOPOBACKYISIPHOMI
TKaHU Pa3jiMyalT MEPEeIHIO, 3aJHI0I0 U KOMOWHMPO-
BaHHbIe (popmbl cuHapoma ITTITCT. ITpu nepenneii pop-
M€ HaOJII0Jal0TCs MePCUCTUPYIOIast COCYAUcTas 000104-
Ka XpycTajavKa, peTpoJieHTajlbHasi MeMOpaHa, CMeIlleHUe
KIIepenId MPHUIOXPYCTAIMKOBOW auadparMbl, aHOMallb-
Hble, YIJIMHEHHbIC IMJIMApHbIE OTPOCTKM, BO3MOXKHO
HaJIMYMe MPUIOKOPHEOXPYCTATUKOBOTO CpallleHUs (aHO-
Manus [lerepca), BpokIeHHON KaTapaKThl U TJIAYKOMBI.
3anHssl ¢dopMa XapaKTepu3yeTcsl HaJIuuueM CKJIamokK
ceTyaTKu, BUTpealbHbIX MeMOpaH, rumnoruiasueid J3H,
MI0THOTO (hrdpo3Horo TsKa, uayuero ot JI3H k xpycra-
JIVKY, B TOJIILIE KOTOPOTO K MOMEHTY POXIEeHHUs pedeHKa
M B MOCTHATAJIbLHOM TIEpHOJe TPOIoIKaeT (PYyHKIIMOHM-
poBaTh ruajoungHas aprepust. CiemayeT otMeTuTh, uto CT
YyesoBeKa MPOXOIUT HECKOJBKO MOCIeI0BaTeIbHbIX Ta-
OB BHYTPUYTPOOHOTO Pa3BUTHSI, a MHBOJIIOIUS COCYIOB

CT 3akaHuuBaeTcsd K 7—8 mecsiaM IUIOAHOTO Tepuoaa
[13]. B 95 % caygaes IIIII'CT pa3BuBaeTcs B OMHOM U3
a3, 3abojieBaHMe, KaK IPaBUJIO, CIIOpaJMyecKkoe, HO
BCTPEYAIOTCs HAaCeNCTBEHHBIE (DOPMBI C ayTOCOMHO-]I0-
MWHAHTHBIM WJIM  ayTOCOMHO-PEIIECCUBHBIM  TUIIOM
HacyenoBanus. Ha IIITCT npuxonutcst ot 16,3 1o 31 %
cllydaeB TiceBaopeTuHoOacToMbl [ 14—18].

Cpenu 7 nceBnopeTMHOOacTOM B | ciiyyae BCTpeTHJI-
ca nanueHT ¢ [ITITCT OD B Bo3pacte 3 jiet. 3aboneBaHue
MaHubecTrupoBayio KocornazueM. [1pu odraibmockonuu
BBISIBJIEHO PETpOJIeHTapHOe (PUOPOBACKYISIPHOE 00BEM-
HOe o0pa3oBaHKe OEI0BATO-KEJITOBATOIO 1IBETa C TOHKM -
MM TsKUCTBIMU cTpykTypamu B CT (puc. 4).

Puc. 4. ITT1ICT, gpomoepaghuu binoaneHvl pemuHarbHol Kamepoli 8 ycao-
BUAX MEOUKAMEHMO3H020 MUOPUA3A: PempPOLeHMAapHoe PubpPoBacKyasipHOe
obsemHoe obpazosanue OD (dceamvle cmpeaku), MOHKUe MANCUCMbIE
cmpykmypul 6 CT (3enenvie cmpenxu)

Fig. 4. PHPV, photo taken with a retinal camera in conditions of drug-

induced mydriasis: retrolentar fibrovascular volumetric formation OD (yellow
arrows), thin fibrous structures in the vitreous body (green arrows)
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Ipu Y3U onpenensioTcs TSKUCTbIE TKAaHW Herpa-
BWIbHOU (popmbl 12,7 x 6,8 x 13,0 MM, JOXOISIIUE IO
JA3H u mMecramm compuKacaroliydecsi ¢ Karcyjaol Xpy-
CcTajJvKa C y4aCTKOM YIJIOTHEHHUS U KOJIbIIEBBIMU yUacT-
kaMmu pasmepamu 9,3 x 9,7 mm u 4,7 x 4,7 mm. Ha MPT
C KOHTPACTHBIM YCUJICHMEM CeTUaTKa TOTaJIbHO OTCIIOEHA
¢ cyopetnHanbHoM B3Bechto. Ot A3H o0 3agHei Karcynbt
XpycTaJuKa TSSHEeTCsI TsK ¢ cocynoM. [To3anu xpycTannka —
TKaHW HETpaBUJIbHON (DOPMBI BIUIOTH IO OTCJIOEHHOI
ceTyaTKu (puc. 5).

a 7

Puc. 5. IIIIICT: a — Y3H npasoeo enaza. Om J[3H do 3adueii kancynol
XPYCMAAUKA ONpedensiemcsi NOGbIUEHHOU 3X02eHHOCMU maxC (YKA3aH
cmpenkoii), 6 moauwe kKomopoeo npu IUIK eusyarusupyemcs cocyo;
6 — MPT, T2-BHU, om JI3H 0o 3adHeil kancyavl Xxpycmanuka onpedensem-
ca maxe (ykasan cmpeakoii); 6 — MPT, TI1-BH tra nocmkonmpacmuas,
¢ KOHMPACMHbIM YCUACHUEM, MANC HAKANAUBAEM KOHMPACMHbLI npenapam
(vkazan cmpeakoii). [1o0 cemuamkoil 636ecb ¢ 6bICOK00EAKOBbIM KOM-
nonenmom. Ilpaewlii 21a3 6 cpasHeHul ¢ 1e8bIM YMEHbUIEH 8 Pa3Mepax —
2,1x2,2%x24cmu 2,3% 2,3% 2,4 cmcoomeemcmeenio

Fig. 5. PHPV: a — ultrasound of the right eye. From the disc of the optic
nerve to the posterior capsule of the lens, an increased echogenicity of the
vein (indicated by arrow) is determined, in the thickness of which a vessel
is visualized during CDM; 6 — MRI, T2-VI, from the disc of the optic nerve
to the posterior capsule of the lens, the severity is determined (indicated
by arrow); ¢ — MRI, TI-VI, tra post-contrast., in TI-VI with contrast
enhancement, the cord accumulates the contrast agent (indicated by arrow).
There is a suspension with a high-protein component under the retina. The
right eye is reduced in size in comparison with the left — 2.1 x 2.2 % 2.4 cm
and 2.3 x 2.3 x 2.4 cm respectively

[IpuHuMasi BO BHUMaHue OJHOCTOPOHHOCTh ITOpa-
KEeHUS, JTEUKOKOPUIO, MUKPOGTaIbM, HAJIMUYUE PETPO-
JIeHTapHOW (pUOpPOBACKYIIPHONM MeMOpaHBbI, TsSXa OT
J3H no 3apHeit Kamcynbl XpycTajauka, cocyaa BHYTPU
TsiXKa, HaKaIIMBaIOIero KOHTPACTHBIA Ipelapar,
U OTCJIOMKY CeTYaTKU, MALMEHTY ObL1 BbICTaBJICH Aua-
rao3 [IIII'CT.

ApA3H — 310 GeckaeToYHble OTIOXKEHUS KaJbIvs,
aMMHO- M HYKJIEMHOBBIX KHUCJIOT M MYKOIIOJIMcaXapu-
OB, oOpasyloluecss B TipeJamuHapHoir uvactu JI3H.
Ectb npennonoxenust, yro JAp/I3H sBnsioTcs reHeTu-
YecKM IeTePMUHUPOBAHHBIM 3a00JIeBAaHUMEM C ayTOCO-
MHO-JIOMUHAHTHBIM TMIIOM HAcJIeAOBaHUsI C HEMOJIHOMI
neHetpaHTHocThio. JIp/I3H kmaccudpuuupyloTcs Ha
MnoBepxHOCTHRIE, ecnu JI3H BBIMISAUT MPUIOIHSTHIM,
Y3JIOBAThIM U C Pa3MbITBIMU KpasiMM, U TJIyOOKUMH, €CIIU
npu o(TaIbMOCKOIIMYECKOM MCCIECAOBAHUU HEe OOHApY-
JKMBAETCSl HUKAKKUX IIPU3HAKOB nopaxkeHus. [Ipu riy6o-
KOM pacrnojioxxeHuu npy3 B TkaHsx JI3H kaptuna rias-
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HOro JHa HamoMMHaeT 3acToiiHblii JI3H M Bo3HuMKaOT
IuarHocTudeckue TpyaHocTtu [19]. OcCHOBHOI pUYMHON
3acroitHoro JI3H sBnsiercss BHyTpuUuepernHasi TUTIEPTEH-
311, MO3TOMY IuddepeHIIaabHas IMarHOCTUKA B TAKUX
CilydasiX IpakKTUYECKU 3HAauMMa U B LICJISIX BBISIBICHMS
BbI3BaBILIMX €€ MNPUYMH MPOBOAST HEMpPOBM3yaIu3ally-
OHHBbIE MCCIeA0BAHUS TOJIOBHOIO MO3ra. Y JaHHOM KaTe-
TFOpPUHU IMALIMEHTOB OTMEYAIOTCS U3MEHEHHUs Ha 3JIEKTPO-
sHILedaIorpaMmMe TOJIOBHOIO MO3Ta, a TAaKKe U3MEHEHMS
Ha MPT rojoBHOro Mosra JMKBOPHBIX IPOCTPAHCTB,
BpPOXIEHHBbIE MajbGopMallMd M  HOBOOOpa30BaHUS
rosoBHoro mo3ra. [1pu HeBpoIorM4eckoM 00CIe10BaHUN
MOATBEPKIEHBI MUTPEHb, SIUJICIICUS U BHyTpUYEpEITHAas
TUIIEPTEH3Us. AHAJIOTMYHbIE HEBPOJIOIMUYECKUE IIPOSIB-
JICHUSI MOTYT OBITH U Yy TIallUeHTOB ¢ 3acToiiHbIMU JI3H.
HanHble (haKkThl MOATBEPXKIAIOT HEOOXOIUMOCTh HEBPO-
JIOTUYECKOrO 00C/IeIoBaHUsI OOJIbHBIX C aHOMAIMSIMU
pa3BUTHUS 3pUTEIbHOTO HepBa. g auddepeHnanbHoi
muarHoctuku JIp/JI3H wm 3acroitneix JI3H wu3mepsior
wioTHocTh nepdys3uu (Perfusion Density) B 3 Tomorpadu-
yeckux 3oHax JI3H: uenrpanbnoii (Central), BHyTpeHHE
(Inner) 1 BUCOYHOM KBagpaHTe HapyXHOI1 30HBI (Outer
temporalis) METOZOM ONTUYECKOI KOTepEeHTHOI TOMOrpa-
¢um (OKT), anruorpaduu 1o mnporoxkoiy Angiography
Analysis: Angiography 6 X 6 MM. Ha ocHOBaHMY TTO/TydeH-
HBIX JAaHHBIX PACCUYMTHIBAIOT KO3 duimmeHT nepdy3umn
A3H no ¢opmyne: koapopuuuent neppysum A3H =
(Perfusion Density Inner — Perfusion Density Central)/
Perfusion Density Inner x 100. Ecau xoadduimeHT
nepdysun A3H or 16,3 no 22,3, miaoTHOCTh nepdy3un
LHeHTpabHOM 30HbI 0T 0,398 1o 0,428, mI0THOCTH ITepdy-
3UM BUCOYHOTO KBaJpaHTa HapyHOi1 30HBI oT 0,435 no
0,455, ro nuarnoctupyior ApA3H. Ecau xosdduimeHr
nepdysun I3H ot 29,5 no 34,5, miaoTHOCTh mepdy3un
HeHTpasbHOM 30HbI 0T 0,332 10 0,360, I0THOCTH ITEpdy-
3UM BUCOYHOTO KBaJpaHTa HapykHoi1 30HbI oT 0,404 no
0,434, To nuarHoctupyiot 3actoitHbie JA3H. JlaHHbI crio-
cob obecrieunBaeT audOepeHIINANTbHYIO AUATHOCTUKY
HpA3H u 3acroiinbix JI3H 3a cyeT OlleHKM TJIOTHOCTHU
nepdys3um B 30He [I3H.

Inybokue npysbl yaile BCTpevyaloTcs y AeTeil, 1 OHU
MOIYT CTAHOBUTbCSI BUAMMBIMM C BO3PAacTOM, a TaKXKe
YBEJIMYMBATBCS B KOJMYECTBE M/WIM pa3Mepax. bojb-
LIMHCTBO CilyyaeB IBYcTOpoHHMe. [laToreHes ocraercs
HEU3BECTHBIM, HO Be/lylllasi TEOPKsSI OCHOBaHA Ha Hapyllie-
HUU aKCOHAJIbHOIO MeTaboIM3Ma, ITOCIEAYIOIIEM pa3py-
LIEHWU aKCOHOB M 3KCTPY3UU MUTOXOHIPUIA B IIpeIaMu-
HapHOe BHEKJIETOYHOE IIPOCTPAHCTBO C AMCPEryJisiueit
OTJIOKEHMST KaJbLiMsl. XapaKTepHbl TaKUe HapyLICHMS
aHrnoapxutekTonuku JI3H, kak 6u- u Tpudypkauuu
COCYIIOB, M3BUJIUMCTOCTb COCYIOB M OITHUKO-LIMJIMAPHbIE
myHTHI [20].

[J1aBHBIM KJIMHUYECKUM MPOSIBIIEHUEM APY3 CYUTAIOT-
cs nedeKThI MOJIsT 3peHusI, KOTOPBIMU cTpanaroT 10 87 %
MalMEeHTOB C OTJI0XeHUIMU Ha moBepxHoctu A3H. OHn
MOTI'YT OBbITh IIPEACTABICHbI PACIIUPEHHBIM CJICIIBIM IISIT-
HOM, IyrooOpa3HbBIMU WJIM CEKTOPAJIbHBIMU CKOTOMAaMHMU.
[Ipy MOBEPXHOCTHBIX Apy3ax 3PUTEJIbHbIE HapyLUEHUs
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BCTpeYaloTCcsl HAMHOTO yYallle, YeM Tpu riryookux. CHU-
JKEHME OCTPOTHI 3pE€HUS MEHEE XapakKTepHO MJIA [IPYy3,
TakKoil cuMnToM Habmoaaercs Bcero y 5—10 % 601bHBIX.
VXyniieHue co BpeMeHeM T0JIeil 3peHMST 9YacTO OCTaeTCs
He3aMEeUeHHBIM, HO 0OJIbIIIasi CTEIeHb MOPaKeHUS MOKET
MPUBECTH K cieriore [21—-23].

B cBs13u ¢ momo3peHreM Ha I0KCTaIlalUJUISIPHYIO BHY-
TPUTJIA3HYIO OITyXOJb IeBouka X., 12 jeT, Oblia Hammpas-
nena B HUU JOul nng yrouneHus guarHosa. B Bo3pacre
11 neT y pebeHKa OTMEUaaoCch yXyAllleHue 3peHUs JIEBOTO
rma3za. Ilo mecty xurtenbcTBa Obuta mpoBeneHa OKT,
JTaHHBIE KOTOPOI OBLIM MHTEPIPETUPOBAHBI KaK 3IMpPE-
TUHAJIbHBIA TJIMO03, UCTOHYCHHE HApPYKHBIX CJIOEB CET-
yaTKu, HoBooOpazoBaHue JI3H? IIpu odrarbmockonmuu
U CKAaHUPOBAHMM TJIA3HOIO AHA PETUMHAJIBLHOM KaMepou
B HUUM [AOul BwisiBIeHa ABYCTOPOHHSS MATOJOTUSI —
noBepxHocTtHhie JpA3H. Kiaunudeckue mposiBieHUs
MpeacTaBiaeHbI Ha puc. 6. OhTaaTbMOCKOIHS OblIa OO~
HeHa Y3U a3 u opour u MPT opOUT 1 roJIoBHOTO MO3ra
C BHYTPUBEHHBIM KOHTpacTupoBaHueM (puc. 7). B ronos-
HOM MO3T€ ITaTOJIOTUM BBISIBIEHO HE OBLIO.

aOD 5j /
v,

Puc. 6. /Ip/I3H: a — OD, /I3H 6e3 skckasayuu, npomMuHupyem, Kpas
pecmonuamole (YKa3aHbl 3eNeHbIMU CIMPEAKAMU), HA NOBEPXHOCMU OUCKA
B0CKOBUOHbIE JICeMUY2000pa3Hble HePOBHOCMU (YKA3AHbI YePHLIMU CHIpen-
kamu). Okpacka JI3H npakmuuecku MOHOXpOMHAS dceamosamas, 0e3
Pp0308bix ommerkos. [losepxnocmuvie cocyds He CKpbimbl, HeCMOMpPS HA
svicmosinue oucka. Iloanokposue u namonoeuueckoe gemenerue pemuHanb-
HbIX cocydos; 6 — OS, & eepxHe-HapyxcHom omadene J3H donoanumenvroe
OKpyenoll gopmul 0bpazosanue (YKa3zaHo KpacHol CMpeaxoil), npusHaku
HOKCMananuanapHoll XopuouoanbHoll HeogacKyaspusayuu (YKazamvl uone-
Mool cMpeaxoil)

(ON]

Fig. 6. ODD: a — OU, optic disc without excavation, mines, scalloped
edges (indicated by green arrows), waxy pearl-shaped irregularities on the
surface of the disc (indicated by black arrows). The color of the optic disc
is almost monochrome yellowish, without pink shades. The surface vessels
are not hidden, despite the standing of the disc. Fullness and pathological
branching of retinal vessels; 6 — OS, in the upper-outer part of the spinal
cord, an additional rounded formation (indicated by the red arrow), signs
of juxtapillary choroidal neovascularization (indicated by the purple arrow)

IIpu mepecMoTpe M300paKeHUl y4ACTKOB CETYATKH,
3puUTeNbHOrO HepBa, 3adukcupoBaHHBIX OKT, BbImos-
HEHHOM I10 MECTY XKMUTEJIbCTBA, BBISIBJICH IIPOMUHUPYIO-
mwmiit B CT JI3H ¢ MHOXeCTBEeHHBIMU TUNeppedaeKTUB-
HBIMM BKJIIOYEHUSIMU OKPYIJIOH (pOPMBI — Apy3aMu B €ro
tomiie (puc. 8). B urore maimeHTKe BHICTaBICH TMATrHO3
JpHA3H oboux rnas.

TC — 3T0 HEHWpOKYTaHHBIA CUHAPOM, KOTOPBIN BO3-
HukaeT y 1 u3 6000 gereit u B 85 % ciydaeB pa3BUBaeTCs
u3-3a Mmytaumu reHa 7.SC1 (9q34), KOTOPbIii KOHTPOJIUPYET
BBIPaOOTKY ramMapTiHa, uiau reHa 7.SC2 (16p13.3), koHTpo-
JIMPYIOLLIETO BBIPAOOTKY TyOepuHAa. DTU OENIKU ACHCTBYIOT
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Puc. 7. Ap/I3H: a, 6 — MPT opbum ¢ akcuanvhoii naockocmu (tra);
a — T2-BHU ¢ nooasaenuem cuenana om xcuposoit mianu (FS); 6 — T1-BH
¢ BHymMpUSeHHbIM KOHmpacmupogarnuem. B oboux enazax 6 ooaacmu JI3H
onpedensitomces conudHvle 00pa3osanus (YKazawvl CMpenKami), 8bvlCHiy-
natowue ¢ CT, pazmepamu do 2 mm, Kpaiine caabo HaKanaugaioujue KoH-
mpacmusiii npenapam. OpoumanvHas 4acmo 3pUmMenbHbIX Hepeos 6e3 namo-
noeuneckux usmenenuil; 6 — Y3HU eaasa, no 3a0nemy noatocy cemuamxu
suzyanuzupyemces donoaHumenvroe odpazoganue, npomunupyoujee ¢ CT,
cpedHell U NOBbIUEHHOIU 5X02eHHOCMU, HeNnpaguabHoil Gopmol (YKaA3aHo
cmpenkoii)

Fig. 7. ODD: a, 6 — MRI of orbits in the axial plane (tra); a — T2-VI with
suppression of the signal from adipose tissue (FS); 6 — T1-VIwith intravenous
contrast. In both eyes, solid formations are detected in the area of the optic
nerve disc (indicated by arrows) protruding into the vitreous body, up to
2 mm in size, extremely poorly accumulating contrast agent. The orbital part
of the optic nerves without pathological changes; 6 — ultrasound of the eye,
an additional formation is visualized along the posterior pole of the retina,
penetrating into the vitreous body, of medium and increased echogenicity, of
irregular shape (indicated by arrow)

T

AN

Puc. 8. OKT 3adneeo ompeska npasoeo erasa. Jlpy3vi (cuneppeprexmugnvie
8KAIOUeHUS 0KpYeaoll gopmbt) 6 npomunupyrouem JA3H (ykasanvr cmpen-
Kamu)

Fig. 8. OCT of the posterior segment of the right eye. Druses (hyperreflective
inclusions of a rounded shape) of the penetrating disc of the optic nerve
(indicated by arrows)

Kak cyrnpeccopbl pocta. Eciv onvH u3 ponurtesneil umeeT
3abosieBaHue, y neteit ectb 50 % pHUCK ero BOZHMKHOBE-
Hus. TeM He MeHee HOBbIE MyTallU SIBJISIIOTCSI IPUYUHOMN
2/3 cmydaeB. B HacTosimmee BpeMsI IMarHOCTUYCCKUE TIPH-
3Haku TC npeacTaBiieHbl MOAUGULIMPOBAHHBIMU TJIABHbI-
MM U MJIBIMU KPUTEPUSIMU 3a00JI€BaHMSI.

IlepBuuHble (TaBHBIE WIA OOJbIINE) TMPUHAKU:
aHruodudbpomel yuia (He MeHee 3) wiu (UOpPO3HBIE
OJIAIIIKY Ha JIOY; TMITOMUTMEHTHBIE MSITHA (He MeHee 3 U He
MeHee 5 MM B IMaMeTpe); HeTpaBMaTUYECKUE OKOJIOHOT-
TeBble (PUOPOMBI (HE MeHee 2); y4acTOK <«IIarpeHeBOM
KOXW»; MHOXECTBEHHbIE TAMapTOMbI CETYaTKH; KOPKOBBIE

OpuruHanbHble uccneposanus // Original studies




OpuruHanbHble uccneposanua // Original studies

@ POCCUIACKNIA XXYPHAT

POAOr [ETCKOM FTEMATONOIWN w OHKOMOT W // Russian Journal of Pediatric Hematology and Oncology

nucIuia3uu (He MeHee 3): KOPKOBBbIE TyOepbl M MUTPAIIM-
OHHBIE TPAKTHI B 0€JI0M BellIeCTBE FOJIOBHOTO MO3ra; Cy03-
MeHIUMAaJIbHbIC y3JIbl (He MeHee 2); Ccy03meHIuMaIbHast
TUTAHTOKJIETOUHASl acTPOLIUTOMA; pabIOMHOMBI Cepilia,
MHOXECTBEHHBIC WM ONMHOYHBIC; TUMGbaHTHOICHOMMO-
MaTo3 JIeTKUX; MHOXKECTBEHHbIC aHTUOMUOJIUIIOMBI TIOUEK
(He MeHee 2).

Bropuunble (Manble) TIpU3HAKW: MHOTOYMCIEHHBIE
yIIyOIeHUs B 9Maiiv 3y00B (He MeHee 3); hrMOpOMBI B ITOJIO-
CTU pTa (He MeHee 2); raMapTOMbl BHYTPEHHMX OPIraHOB,
axpoMaTUYECKUIT y4aCTOK ceTyaToil 000JI0YKHU I1a3a; IMsT-
Ha «KOH(METTU» Ha KOXe; MHOXKECTBEHHbIE KHUCThI IIOYEK.

g moctanoBku nuarHo3a TC TpebyeTcst Hatnune 000-
UX CJICOYIOIINX KPUTEPUEB: NACHTU(MUKAIIUS TTaTOTeHHOM
myTtauuu TSCI vmu TSC2 ¢ moMOIIBIO MOJIEKYJISIPHO-Te-
HETUYECKOTO TECTUPOBAHUS U 2 OOJBIIMX MPU3HAKA WIN
1 GoJBIIION MPU3HAK C > 2 MaJbIMU TIpU3HaKamu [24, 25].

Hng uckmouenuss Pb 8 HUUM J10Oul” noctynuna neBoy-
Ka A., 3 roga, ¢ nuarHo3om TC. M3 aHaMHe3a U3BECTHO,
YTO MNPM POXIEHUU OBUIM BBISIBICHBI MHOXECTBEHHBIC
pabaoMuoOMBbI cepaiia. B 2-Mecss/aHOM Bo3pacTe Hayaluch
cynoporu. B xome oOcienoBaHUs MO MECTY >KUTEJIbCTBA
moA Kypalueil HeBpojiora OBbLIO BBISIBICHO OOBEMHOE
00pas3oBaHue IPaBOro OOKOBOTO KEIyIOYKa T'OJOBHOTO
Mo3sra. IlpoBemeHa Helipoxupypruyeckas orepauusi Io
VOAICHUIO OMyXOJd, MOPMOIOTMYECKM OKa3aBIIeKCs
cyosneHauManbHoM actpounTomoii. Co cIoB poauTeseit,
NnpoGUIAKTUYECKUI OCMOTP O(pTaibMOJIOTra BIIEPBLIE MTPO-
BeJCH B Bo3pacTe 3 JIeT, B X01¢ KOTOPOTO BBISIBICHO OTCYT-
CTBUE 3pEHUS B IIPaBOM IJ1a3y, KOcorja3ue MpaBoro rijasa,
anuzokopus. [Ipu ocmorpe B HUM J10ul, xyna pedeHok
ObLT HaIpaB/IeH IS MCKJIIOUYEHUSI BHYTPUIJIA3HOM OITy-
XOJIM, BBISIBJICHO, YTO ITallMEHTKA HE pa3roBapuBacT, He
BCTyIMaeT B BU3YAJIbHbBII KOHTAKT, a TaKXKe OTCYTCTBYET
urpoBoe moBeAeHMe. [Ipn opTanbMOIOTMYECKOM OCMO-
Tpe OOHAapyXeHbI ciemyrolme matojgoruu (puc. 9, 10):
OD — neiikokopwusi, MaTOJOTMUECKUI MUIPHUA3, 3payoK
HepoBHBI; OS — 3m0poB. OD — r1a3HOoe JHO 3a (hiepom
n3 remodranbma. JA3H u makynspHas 3oHa He BUaHBL. [1o
BCEeMy IJIa3HOMY JIHY OeJlecoBaTO-XeJThIe YUaCTKU B BUIE
MMPOMUHUPYIOLIEH 3KCTpapeTUHAIBHON TIposudepaun
C KPOBOMBIUSHUSIMU ¥ HOBOOOPa30BAaHHBIMM COCYIAMU
0e3 Hammuus XapakTepHbix TamapToM. B CT B3Bech KpoBU
¢ opmupoBanueMm puodposa (cM. puc. 10).

a 0

Puc. 9. llpaswiii enaz — aeiikokopus ¢ namonouveckum mMuopuasom (a);
Ae6blll 21a3 — nepeoHull ceeMeHm 2na3a He uzmenen (6)

Fig. 9. Right eye — leukocoria with pathological mydriasis (a); left eye —
anterior segment of the eye is not changed (6)
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Puc. 10. [llpaseii enas. [haznoe Ono He npocmampusaemcs 3a cuem
2eMohmansma u IKCmpapemuHanbHoll npoaugepayuu

Fig. 10. The right eye. The fundus is not visible due to hemophthalmos and
extraretinal proliferation

ITo nanasiM MPT rojioBHOTO MO3ra B OJIOCTH TIepe/i-
HETo pora IpaBOTO KeJIyI0YKa BBISIBICHO CyO3MCHIM-
MaJbHO 00beMHOEe oOpa3oBaHue pasMmepamu 1,3 x 1,3 x
1,7 cM, B TIOJIOCTH JICBOTO XKeJIyI0YKa ITO HIDKHEH CTEHKE —
00beMHOe obpaszoBaHue pazmepamu 0,7 x 0,4 x 0,4 cMm.
®opma obpazoBaHMIT HeTlpaBWJIbHAsSI, CTPYKTypa COJIMI-
Has. [Ipy BHYTpMBEHHOM KOHTPACTUPOBAHUU OTMEUYaeT-
¢l THTCHCUBHOE HaKOIUIEHME KOHTPACTHOTO IIperapaTa.
Cy06aIeHIMMAaIbHO B IIPaBOM BICOYHOM POTE OTMEYACTCST
n3meHeHnne MP-curnana Ha yyactke 0,5 x 0,7 x 1,0 cwm,
dopma oBambHas, KOHTYpHl YeTKHE, OOpa3oBaHHE HeE
HaKaIlJIMBaeT KOHTPACTHBIM TIpemapaT, C BBHIIaJIeHUEM
MP-curHama Bo Bcex ITOCIEIOBATEIBHOCTSIX, HE HMMe-
eT orpaHmueHus auddy3nn (reMocuaepuH (3JIeMEHTHI
KPOBOOMBIMSIHYS ) ? /TIOCIIeONIepalliOHHBIC U3MEHEHUS?).
IMpunexarmee Oeloe BEIIECTBO MO3ra C IIpU3HAKaMU
OTeKa HeTpaBWIbHOM hopmbl. B mpaBoii 100HOI J0ME OT
KOHBEKCUTAJIBHOM ITOBEPXHOCTH IO TOJIOCTU TEPETHETO
pora OTMEYaeTCsI TOCJICONePAlMOHHBIN Ie(eKT Belle-
CTBa MO3ra IMpUHOi 10 0,6 cM, OKpyKalollee BeIIeCTBO
Mo3ra 0e3 ocobeHHocTeil. OTMmedaeTcsl pacIIMpeHHE
JIOOHBIX M TEMEHHBIX OOpPO3 CIIpaBa, BUCOYHBIX CIICBa.
CybapaxHOMIAJIbHOE IIPOCTPAHCTBO MO KOHBEKCUTAJb-
HOIi moBepxHocTH 10 0,6 M, Ha YPOBHE JIEBOI BUCOYHOM
momm o 0,9 cm. ITpemocroBas nnctepHa — 0,8 cMm, 60JIb-
mast IucTepHa Mo3ra — 1,7 ¢cM, HECKOJIBKO pacIInpeHa.
BokoBbIe KeTymoykKn acCMMMETPUYHBI, pacIIMpeHBI: Ha
YpPOBHe TeJl cripaBa — 2,2 ¢M, cieBa — 1,9 cm. IlepuBeH-
TPUKYJISIPHO CITpaBa OTMEYaeTCsI OTeK OEJIOro BellecTBa.
INepenauii mpaBeIil por pacIupeH O0 2,7 ¢M, TIepeIHUN
neBbIit por — 1,4 cMm. 111 xxenynouek pacmmpeH — 1,1 cwm.
®opma IV xenynouka He n3MeHeHa. Mexny OOKOBBIMU
JKEJTyIOUYKaMM OTMEYaeTCsl TIOJIOCTh ITPOMEKYTOTHOTO
napyca. Mo3onucroe Teo chOpMHUPOBAHO ITOTHOCTHIO,
muddy3Ho ucToHYeHO. CTPYKTYypBl TOJIOBHOTO MO3Ta
nuddepeHIIMPOBAaHBI TPaBUJIBHO, 0e3 IMPU3HAKOB Hapy-
IIeHUS TUKBOPOOTTOKA.

MP-kaptuna opout: OD — ymenbiied (1,9 x 2,0 x
1,8 cM) 110 cpaBHeHUro ¢ OS (2,3 X 2,3 X 2,2 c™m).

CeT9aTKa TOTaJIbHO OTCI0eHa 110 0,5 ¢cM 1o HapyKHOI
cropoHe. CeruaTka nrdy3HO HepaBHOMEPHO YTOJIIEHA
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10 0,3 cMm. B cTpykrype ceTyaTKu ONpenessiioTcsi KUCThI
pasmepamu ot 0,1 x 0,1 mo 0,5 x 0,5 cm. ITox ceTyaTKOIM
B3BECh C BBICOKOOEIKOBBIM KOMIIOHEHTOM (39KccymaT?).
I[lpy BHYTPUBEHHOM KOHTPACTMPOBAHMU OTMEYACTCS
UHTeHCUBHOE aupGY3HO HEpaBHOMEPHOE HAKOIUIEHUE
KOHTPACTHOIO Ipernapara. YoeAuTeIbHO Y3J10Bble 00beM-
Hble 00pa30BaHUsI B CTPYKTYpE IJla3a HE OIPeaeISIIOTCSI.
CT HeoaHOPOAHOE 3a CYET EAMHMYHBIX TOUEYHBIX BKIIIO-
yeHui (puc. 11).

a o0

Puc. 11. MPT, desouxka A., 3 eoda: a —T2-BHU tra (FS). [lpasviii enas
VMEHbUeH, Cem4amKa MmomanbHo OMCA0eHd, HEePAGHOMEPHO YMOoAueHa
(opandicegvie cmpeaku), 6 moaue cemuamky UHMPAPEMUHANbHAs KUcma
(3enenas cmpenxa); 6 — TI-BHU tra, nocmxowmpacmuoe 3D, cemuam-
Ka UHMEHCUBHO HEPAGHOMEPHO HAKANAU8aem KOHMPACMHbLL npenapam
(opanicesvle cmpenku)

Fig. 11. MRI, girl A., 3 years old: a — T2-VI tra (FS). The right eye is
reduced, the retina is totally detached, unevenly thickened (orange arrows),
an intraretinal cyst in the thickness of the retina (green arrow); 6 — TI1-VI
tra, post-contrast 3D, the retina intensively unevenly accumulates contrast
agent (orange arrows)

Bxone Y3U rna3 u opout yctaHoBeHO, 9T0 OD yMeHb-
IIIeH B 00beMe, B 3aIHUX OTIeIaX OIIPEaSIISTIOTCS TUIIePa-
XOTCHHBIC TKAaHW HEMpPaBUJIbHON (opMBI pasMepamu
8 x 7 x7mM. CetuaTka V-00pa3HO OTCI0EHA, YTOIIIEHA 10
2 mMm. ImHa riepenHe-3anHeit ocu riasa (I130) — 18 mm.
3pUTENbHBII HEPB 3XOreHHO He M3MeHeH, d = 3,2 MM.
PetpoOynbbapHoe mpOCTpPaHCTBO 0e3 OCOOEHHOCTEH.
OS — Ha ceTuaTKe 0O€3 OYAroBbIX M3MEHEHMI, ceTIaTKa
npunexut. CT ogaopoanoe. [130 — 24 MM. 3pUTeTbHBI
HEpB 9XOreHHO He n3MeHeH, d = 2,7 MM. PeTpobynnoap-
HOe TIPOCTPaHCTBO 0e3 ocodeHHOocTel (puc. 12).

Puc. 12. Y34 npasoeco enaza, desouxa A., 3 eoda. Cemuamxa momanvho
0MCA0EeHA, NOBBIUEHHOU IX02EHHOCHIU, HePABHOMEPHO YMOoaujeHa (opanice-
845 CMpenKa), 6 ee Moaue AHIX02eHHoe 00pasoganue (3eienas cmpeaka)

Fig. 12. Ultrasound of the right eye, girl A., 3 years old. The retina is totally
detached, with increased echogenicity, unevenly thickened (orange arrow),
and an anechoic formation in its thickness (green arrow)
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B utore y nauueHTKM Ob11a ckiatoueHa Pb u BbicTaB-
JleH kimuHnYeckuii muarHo3 TC: OD — maTtonmornmyeckui
MUApHA3, YACTUYHBIN TeModTaabM, SKCTpapeTUHAIbHAS
npoaudepalns, 3KCCymaTHBHAs OTCIIOMKAa CETYaTKH,
HavasibHas cy0aTpodus TIa3HOTO SI0JI0KA, MHOXECTBEH-
HBIE TyOepbl B IIOJYIIAPUSIX TOJJOBHOTO MO3Ta CIIpaBa
U CJIeBa, COCTOSTHUE TTOCTIC YAAJICHMS CYO3IIeHIMMATbHOMN
TUTAHTOKJICTOYHOM aCTPOILIMTOMBI TIPaBOTO OOKOBOTO
xenmynouka. CTpykTypHasi (poKaslbHAsI SIMJICTICUS, STTH-
sHIIeaonaTusl, CMHIpoM BecTta. AroHnmuecKuii-actaTu-
yecKkuii cuHapoM. CrlacTUIecKUil TeTpamnapes. 3amepkKa
TIICUXOMOTOPHOTO pa3BUTHS. MHOXECTBCHHBIC paOIOMU-
oMBI cepaiia. OTKPBITOE OBAJIbHOE OKHO.

I MOJEeKyIsIpHOM BeprUKAIIMM OWarHO3a PEKO-
MEHIOBAaHO MOJICKYISIPHO-TEHETUIECKOE HCCIIeI0Ba-
HUE TaHeId OHKOACCOIMMPOBAHHBIX T'€HOB METOIAMM
cekBeHMpoBaHUs HoBoro mokoieHust (Next-Generation
Sequencing, NGS) m MHOXECTBEHHON JMTra3HO-3a-
Bucumoit ammmmdukamumu (Multiple Ligation Probe
Amplification, MLPA) ¢ Bkmouenuem renoB 7SC1, TSC2.

[emanTHOMa XOpHOUIEH — peaKasi TOOPOKAYeCTBEH-
Hasl COCYIOMCTasl OITyXOJb XOPHOMICH, KOTOpash MOXKET
OBITH orpaHM4YeHHOW WM Auddy3HoNH. OrpaHMYeHHbIE
XOPHOUIATbHBIC TEMaHTOMBI OOBIYHO TUATHOCTUPYIOTCS
Ha BTOPOM—YETBEPTOM NECATUICTUN XW3HU, KOTIa OHU
BBI3BIBAIOT HAPYIICHUsI 3PEHUS] BCICIACTBHUE DPa3BUTHUS
9KCCYIaTUBHOM OTCIIOWKM ceT9aTku. OrpaHUYeHHBIC
OITyXOJI BO3HHMKAIOT CIIOpagWdecKu, 0e3 KaKUX-JIM0O
CBSI3aHHBIX C HUMM MECTHBIX WJIM CHUCTEMHBIX aHOMa-
. JII'’X 0ObIYHO BBISIBJISIIOTCSI IPU POKIAECHUU U 4aCTO
B COUETAHUU C HEMPO-TIa30-KOXKHBIM T€MaHTHOMATO30M
(cunapom Crepmxka—Bebepa) [26].

B cBa3m ¢ kamobamm Ha KOCOTJa3We, CHIDKCHUE
3penuss OD M 0O0BEMHBIM BHYTPUIJIA3HBIM 00pa3oBa-
HUEM, BBISIBICHHBIM Npu Y3W 1Mo MecTy XKWTeIbCTBa,
neBouka E., 8 met, Obi1a Hammpasiena 8 HUM J10ul’.

ITo maHHBIM TIpeACTaBICHHON MEOWUIIMHCKOM TOKY-
MEHTallMM, y MAlMeHTKA C POXICHHWS HaOII0maeTcs
AHTMOMATO3 JINIIA, 3aTpParvBaloOIINii BUCOUYHYIO 00JIACTh
¥ BepXHee BeKO CITpaBa, IT0 TTOBOIY YeTO ObLIO TIPOBEICHO
JIla3epHOE JICYCHNE B BO3pacTe roaa, 2 u 5 JeT.

IIpu ocmotpe odranbemoiiora: VOD = cuer maiblieB
Ha paccrogaun 40 cMm ot ymua; VOS = 1,0; OD Dev no
Tupmobepry 15° convergens; OU — nepenHuii oTpe30K He
W3MEHEH, OINTHYeCKMe cpenbl mpo3padydbl; OD — skc-
CydaTMBHAs OTCJIOMKA CeTYaTKU M IIPOMUHHUPYIOIIAsT
B crekinoBuaHyio monocth JAI'X (puc. 13). Omyxomns
XOpHoHIeH ObljIa TaKKe ITOATBEPXKICHA TP TIPOBEACHUN
Y3U u MPT.
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Puc. 13. JI'X, desouka E., 8 nem: a — wupokoyeonvroe pomo enaznoeo OHa npagoeo 2nasd. DKccy0amusHas OmcaolKa cemuyamyku, KHapyscu-Keepxy
om makyawl pacnoaaeaemces JII'X (ykazana cmpenkoii), npomuHupyrowas é cmekaoguonyro nosocms;, 6 — MPT, T2-BH tra, 6 npasom earazy ommeua-
emcsi OMCAOeHHAs Cem4amKa eUnOUHMeHCUeHo20 cueHara (ykasano cmpeakamu);, 6 — MPT, T1-BH tra, npekonmpacmmnoe, hod cemuamkoli 0bsemHoe
00paszoeanue, UHMEHCUBHO HAKANAUBAKOWee KOHmpacmuulii npenapam (ykasano cmpeakoii); e — MPT, T1-BH tra, nocmxonmpacmuoe; 0 — Y3H, edone
HapyjCHOU NOAYOKPYICHOCMU, UCX005 U3 cocyoucmoli oboarouku OD, onpedeastomes onyxonesvie mkauu (YKazamvl Cmpenxoit), 00cmamoyHo 00HOPOOHble,
0e3 donoaHumenvHolx 8KkAOMeHUl, pasmepamu 6,8 X 15,8 mm. [lpusexcawas cemuamka V obpasno omcaoena 0o 5,5 mm

Fig. 13. DCH, girl E., S years old: a — wide-angle photo of the fundus of the right eye. Exudative retinal detachment, DCH is located outward and upward from
the macula (indicated by arrow), penetrating into the vitreous cavity; 6 — MRI, T2-VI tra, in the right eye, there is a detached retina of a hypointensive signal
(indicated by arrows); ¢ — MRI, TI1-VI tra, pre-contrast, under the retina there is a volumetric formation intensively accumulating a contrast agent (indicated
by arrow); e — MRI, TI1-VI tra, post-contrast; d — ultrasound, along the outer semicircle, based on the vascular membrane OD, tumor tissues are determined

(indicated by arrow), sufficiently homogeneous, without additional inclusions 6.8 % 15.8 mm. The adjacent retina is V-shaped exfoliated to 5.5 mm

ITo nanubiM MPT rosnoBHOro Mo3ra raToj0ruu BbISIB-
JieHo He Obuto. Ha ocHoBaHuu aHaMHe3a 3a0oJieBaHUs,
BO3HUKIIMX XaJlo0 CO CTOPOHBI OopraHa 3peHus (Koco-
[J1a3ue U CHUXKEHUE 3PeHMST), a TaKKe XapaKTepHOM KIIU-
HUYECKOI KapTUHBI MAlIMEHTKE BhICTaBJIeH auaraos JI'X
OD B pamkax cunapoma Crepaxka—Bebepa.

Bce mauueHThl, Yy KOTOPBIX Oblja MCKIKOUYEHa 3/10Ka-
YeCTBEHHAas! BHYTPUTIJIa3HAas OITyX0JIb, OBUTM HarpaBIeHbI
B ®TAY <«HaumoHanbHBI MEIWULIMHCKHUI WCCIIen0Ba-
TeJIbCKUI LHEHTP «MexkoTpacaeBoil HaydHO-TeXHUYECKU I
KOMILIEKC «MUKpOXUPYprusl rja3za» MMEHM aKaaeMmMuKa
C.H. ®enoposa» Munsapasa Poccuu mjist BToporo MHe-
HUSI U ONpenesicHUs NajlbHEHIIel cTpaTeruy JeUYeHUs.
Hu B onHOM U3 ciyyaeB AMarHo3 BHYTPUTJIA3HOM 3710Ka-
YECTBEHHOI OMYXO0JU He TTOATBEPAUIICS.

3akmoueHnue

B nmerckoit o¢TaJlbMOOHKOJOTUU U OPTATbMOJOTUU
CYILECTBYET Psii COCTOSIHUI, KOTOphIe TpeOyloT nudde-
PEHLIMAIbHOIO MOAX0a K AUarTHOCTUKE U UMEIOT CXOXUE
¢ Pb cumnToMmbl: Jieiitkokopusi, Kocoria3ue U CHUXEeHUe
3peHusl. Bo3aMOXHOCTU AeTaJbHOrO OCMOTpa y AaHHOM
KaTeropMu MalMeHTOB OTpaHUYEHbl MajlbiIM BO3pPacTOM

M MaTepuajlbHO-TEXHUYECKUM oOOecliedYeHueM Meau-
LMHCKUX yupexaeHuit. [ToaTroMy KpaitHe akTyaabHBIM
JUISL YTOUHEHUsI TTaTOJIOTMM M WCKIJIIOUEHMS KU3HEYTPO-
JKAIOIIMX COCTOSIHWI SIBJISIETCSI HampaBJieHWE B CIICLIM-
aJIM3UPOBAaHHBIC IIEHTPHI, pacriojaralole MOITHOK
AHeCTe3MOJIOTUYECKON TOMACPKKOM M COBPEMEHHBIM
Mea000pyI0BaHUEM, B TEPBYIO OuYepelb pPEeTUHAIbHOMI
Kamepoii, a Takke Y3M-annaparamu 3KCepTHOro Kjac-
ca, annmapatamu MPT, OKT u np.

HudbdepeHuuanbHas auarHoctuka PBb  Bapbupyer
B 3aBUCMMOCTH OT BO3pacTa, HO OCHOBHBIM UMHMTAaTOPOM
octaetcsi PK. Bce mnceBnopeTHO0JaCTOMBI JOJIKHBI
OBbITb TMOATBEPKAECHBI KIMHUKO-MHCTPYMEHTATbHBIMU
METOJIaMM JIMaTHOCTUKY, HEMAJOBAXKHBIM YCJIOBUEM IS
YTOYHEHHUSI IMarHO3a SIBJISIETCS TIIATEJIbHbIN cOOp aHaM-
He3a, IeTaJIbHBII OCMOTP TJ1a3a M ero NMpuaaTKoB, 3HaHWe
XapakKTepHbIX KIMHUYECKUX Mpu3HakoB PBb um macku-
pytoiuxcs mox Pb cocrosiHuii ¢ mpuMeHeHUeM 0T -
HUTEJbHBIX METONOB Bu3yanusanuu. CBoeBpeMeHHast
M afeKBaTHasl JAMArHOCTUMKA BHYTPUIJIA3HOM MaTOJIOTUU
y JeTeil B CHeluaJlu3upOBaHHBIX O(TaTbMOOHKOIOTH -
YeCKUX KJIMHUKAX — KoY K OJIarONpUsSITHOMY HCXOIy
3a00JIeBaHUS.
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