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eJlb HcclenoBaHudA. lIpencraBaeHHE caydad C THNHYHBIMH HEHPOBU3YaAU3aIlMOHHBIMH

narTepHaMu TybeposHoro ckaeposa (T'C), He HamleaIlero IMOATBEPKACHUS IIPU HCCAEIOBA-

HHUHU COMATHYECKOTO CTaTyca U NreHeTU4YEeCKOM ceKBeHHupoBaHuu [IHK.

Marepuasns: u meroasl. PebeHky I'., 5 AeT, ¢ POKAABHBIMH STTHACIITHYECKUMH IIPUCTYIIAMH,

4acTOTOH 0 HECKOABKHUX Pa3 B [€Hb, AAd HUCKAIOYEHHA CTPYKTYPHOM OCHOBBI 3IIHAEITOTE-
He3a OBIAO IIPOBEAEHO KOMIIAEKCHOE, KAMHHKO-AabOpaTOpHOe M AydeBoe obcaemoBaHume. B pabGote
IIpUMeEHsAACh CyllepKoHAyKTUBHas MP-cucrema (3 T), uccaegoBaHue Ha cpe3e S MM C BKAIOYEHHEM B
IIPOTOKOA HMIIYABCHBIX IocaenoBateabHocTed T1, T2 (PROPELLER), FLAIR, DWI, TpexmepHbix 3D-
nocaemoBaTeabHocTel ¢ ToanmmHoM cpe3a 1,0 MM B T1 — FSPGR u FLAIR — CUBE. [IpoTokoa uccaeno-
BaHusg MPT 06bla MoguduIMpoBaH 104 MHAWUBHAYaAbBHBIE OCOOEHHOCTH IIaIlMEHTa C BKAIOYEHHEM HM-
IIYABCHBIX ITocaegoBaTeabHOcTeY ASL, SWAN 1 KOHTpacTHOTO YyCHAEHUL.

Pesynsrarei. Ha MPT BbIGBA€HBI YYaCcTKH HOATOAOTHYECKOTO CHTHaAad B KOPTHUKAABHO-
CyOKOPTUKAABHBIX OTHEAAX IIPABOTO IIOAYHUIAPHSA B COYETAHUH C KOHTPACTIIO3UTHBHBIM CyOSIeHIH-
MaABHBIM 00pa30BaHHEM B CTEHKE TOMOAATEPAABHOI'O DOKOBOIO 3KeAyao4yKa. TpaHCMaHTHHHBIN odar B
IpaBofl AOOGHOM moAe KOpPpeAHupoBaas ¢ (POKAABHBIMHU SIIHAECIITU(MOPMHBIMH 3HaKaMK Ha KpUBbIX OOT.
TakuMm oOpa3zoMm, AyueBas KapTHHa COOTBETCTBOBasa NnposBaeHUSM TC ¢ akTUBHBIM TyDepoMm B IIpa-
BOM AOOHOH moae, nuddepeHIIHaAbHbIA nuarHo3 npoBoavacsa ¢ K/ B coueTaHHM C HE3aBHCHMBIM
COY. INamumeHT OBIA ITPOOIIEPUPOBAH C IIOCAEAYIOIIEH rucToaormdeckoii Bepudukanueit @K/ IIb. Bme-
CT€ C TE€M, IIPHU KAMHHYECKOM M HHCTPYMEHTAABHOM HCCAELOBAaHUM BHYTPEHHHUX OPraHOB M KOXKHBIX
IIOKPOBOB ITAIIHEHTA, ITaTOAOTHYECKHX U3MEHEHUN XapaKTepHBIX Aad ITposaBaeHUM TC He 0oTMe4asoCh.
JIOTIOAHUTEABHO OBIAO ITPOBEIEHO M€HETHYIECKOE HUCCAELOBAHME, IIEABI0 KOTOPOTO OBIA TIOUCK ITATOTEH-
HBIX MyTallu#, acconuupoBaHHbIX ¢ TC. ['eHeTHyecKHue TeCTbl HE IOATBEPAUAN HAAMYHE Y IallHEHTa
TC.

OO0cy:xnenue. OTCYyTCTBUE BBIIBACHHBIX T€HETHUYECKUX MyTallUil B CHEIU(PHUIESCKUX eHaX He
uckawdaeT auarHo3 TC mpu BRISBACHUM NATOTHOMOHHYHOTO KOMIIAEKCA Tybepo3Horo ckaeposa ITHC
no naHHbIM MPT. Haaudne KOPTHUKaABHBIX OUCIAA3UM U CyOSTIEHIUMAABHOTO y3Aa4 OTHOCAT K OCHOB-
HBIM («O0abITHM») mpu3HakaM TC M He MCKAIOYAIOT 3TOT AWATHO3 JazKe IIPH OTPHIATEABHBIX M€HETH-
YeCKHX TecTax Ha nouck myramuii B TSC1, TSC2.

3aksmouenue. [IpecTaBACHHBIN CAydall pacXOoXKAeHUd IaTOTHOMOHWYHOM MP-kapTuHbI TyGe-
PO3HOTO CKAEPO3a C PE3yABTATAMH KAHHUYECKOTO, HHCTPYMEHTAABHOTO 00CA€IOBAHUS U T€HETHYIECKO-
ro Tecra Ha HaAW4YHWe MyTallui, acconuupoBaHHBIX ¢ TC, B odyepemHo#l pas3 AOKa3bIBAET BasKHOCTH
MEKIUCITUIIAMHAPHOTO B3aUMOAEHCTBUSA CIIEIIHAANCTOB IIPU [IOCTAHOBKE JOCTOBEPHOrO AUATHO3A.

KaroueBrbie caoBa: TyOEpO3HBIH CKAepO3, (paKoMaTO3bl, HEHPOBHU3YaAAN3AllHs, MyTallkus B TeHax
TSC1 u TSC2 npu Tybepo3Hom ckaepose, MPT.

KouTakTHEIH aBTOp: MeaBeneBa H.A., e-mail: radiologmed@mail.ru

| www.rejr.ru | REJR. 2023; 13 (1):78-86  DOI: 10.21569/2222-7415-2023-13-1-78-86 78


http://www.rejr.ru/

RUSSIAN ELECTRONIC JOURNAL OF RADIOLOGY

Llns yumuposarus: Medsedesa H.A., Xanunos B.C., Kucnarxoe A.H., Konaues /[.H., Ceposa H.C.
Cnyuaii obHApYIKEeHUsT Nnamo2HOMOHUUHOU MP-kapmuHbl Komniexca mybeposHoz0 CKIepo3a UeH-
mpanbHOl HEep8HOU cucmembl Y nayueHma 6e3 8blsi8NeHHbIX Mymayuli 8 cneyuguueckux zeHax. REJR
2023; 13(1):78-86. DOI: 10.21569/2222-7415-2023-13-1-78-86.

Crarba mosay4deHna: 02.02.23 Crarpa mpuHsaTa: 07.03.23
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urpose. Presentation of a case with typical radiological patterns of tuberous sclerosis (TS)

that has not been confirmed in the study of somatic status and genetic DNA sequencing.

Materials and methods. A 5-year-old child with focal epileptic seizures, frequency up to

several times a day, to exclude the structural basis of epileptogenesis, a clinical, interdisci-
plinary examination was conducted. The work used a superconductive MR system (3 T), routine
scanning on a 5 mm slice with the inclusion in the protocol of pulse sequences T1, T2 (PROPELLER),
FLAIR, DWI, three-dimensional 3D sequences with a slice thickness of 1.0 mm in T1 — FSPGR and
FLAIR - CUBE. Modification of the scanning protocol to the individual characteristics of the patient
with the inclusion of pulse sequences ASL, SWAN and contrast enhancement.

Results. MRI revealed areas of a pathological signal in the cortical/subcortical parts of the
right hemisphere in combination with a contrast-positive subependimal formation in the wall of the
homolateral lateral ventricle. The transmantic focus in the right frontal lobe correlated with focal epi-
leptiform signs on the EEG curves. Thus, the radiological picture corresponded to the manifestations
of TC with an active tuber in the right frontal lobe, the differential diagnosis was carried out with
FCD in combination with an independent SEU. The patient underwent the procedure of epileptic
surgery, histologically verified FCD IIb. At the same time, during clinical and instrumental examina-
tion of the internal organs and skin of the patient, pathological changes characteristic of the mani-
festations of TS were not noted. Additionally, a genetic study was conducted, the purpose of which
was to search for pathogenic mutations associated with TS. Genetic tests did not confirm the pres-
ence of TS in the patient.

Discussion. The absence of identified genetic mutations in specific genes does not exclude the
diagnosis of TS when detecting the pathognomonic complex of tuberous sclerosis of the central nerv-
ous system according to MRI data. The presence of cortical dysplasia and a sub-perpendicular node
is attributed to the main ("large") signs of TS and this diagnosis is not excluded even with negative
genetic tests for the search for mutations in TSC1, TSC2.

Conclusion. The presented case of the discrepancy of the pathognomonic MR-picture of tuber-
ous sclerosis with the results of clinical, instrumental examination and genetic test for the presence
of mutations associated with TS once again proves the importance of interdisciplinary interaction of
specialists in making a reliable diagnosis.

Keywords: tuberous sclerosis, phacomatoses, neuroimaging, mutation in the TSC1 and TSC2
genes in tuberous sclerosis, MRI.
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yOepo3HBIH# CKAEPO3 OTHOCHTCH K I'DYII-

e HeHPOKOXKHBIX 3aboaeBaHUl C ayTo-

COMHO-IOMUHAHTHBIM THUIIOM HAaCA€IO0-

BaHUS, XapaKTepHU3yeTCsd pas3sBHTHEM

MHOXKECTBEHHBIX OIlyxXoAaeH 3MOpHo-
HaABHOM 3KTOAEPMBI B Pa3AMYHBIX CHUCTEMax U
IIOAMOPTraHHBIM IIOPasKe€HHUEM, 3a CYET KAETOY-
HOH TUIlepliAa3UM U TKaHEBOM AucreHesuu |1,
2]. BBUAY IOAHOPTaHHOTO ITOPasKeHUs U 00HANS
(PEeHOTHIIUYECKHUX ITPU3HAKOB, nuarHoctuka TC
TpeOyeT CHCTEMHOTO, MEeXIUCIIUIIANHAPHOTO
IIOAXOMa, U B HEKOTOPBIX CAy4YasX, YTrAyOAeHHO-
ro KOMIIAEKCHOTO obcaenoBaHud mamueHTa. Pe-
HOTHUIIMYECKHE pa3anduda y nanueHTos ¢ TC Ba-
PBUPYIOT B 3aBHUCHUMOCTH OT KOAHWYECTBAa, pac-
IIPOCTPAHEHHOCTH, pPa3MEPOB M AOKaAH3aAIlUU
ramaptoM [1 — 3]. INopaxkenua IHTHC npu TC, B
OCHOBHOM, IMpPEeACTaBA€HBI KOPTUKAABHBIMU TY-
G6epamu (BcTpedarorcsa y 95-100% 6Goavabix TC),
KOTOpBIE IIPEACTABATIOT CO0OM 30HBI QHUCIIAA-
CTHYECKHX HM3MEHEHHH KOPBI, T'HCTOAOTHYECKHU
unenTuyHeIx ©K/I IIb Tuna [4]. KoaudecTBo Ty-
6epoB MOKET BapbUPOBATh OT OHOTO MO0 He-
CKOABKHX HecAaATKOB. Cy03IeHauMasbHBIE Y3ABI
(C3Y) u cybsmeHAUMAaAbHBIE TUTAHTOKAETOYHBIE
acrporurToMe!l (COT'A) mHabatomarorcs B 95-98%
u 5-20% caygaeB TC coorBercTBeHHO. Hamo
3aMeTuTh, 4To m3MeHeHud [[HC u BbI3BaHHBIE
9TUM KAWHUYECKHE IIPOSIBACHHUS BBICTYIIAIOT
noMuHupyomuMu npogBaeHuamu TC. Cpenm
HUX, Hamboaee dYacto (B 80-90% cayuaes),
BCTPEYaeTCs CyAOPOXKHBIA CHHAPOM, C KOTOPO-
ro, Kax IIpaBHAO, MaHU(ECTHUPYET 3ab0AeBaHHE.
OnuAenTHYECKHUE IIPUCTYIIBI, B 3aBUCHMOCTH OT
TIKECTH U (PEHOMEHOAOTHH, MOTYT SIBAATHCS
OPUYUHON 3a[ep:KKH IICHXHYECKOI'O pPa3BUTHLA
U HapylIeHHd IoBeleHud y aereit [5]. B moao-
BuHe caydaeB TC coIpoBoxaaeTcs OAHUTrodpe-
HUeM, BBIPaXK€HHOH B pa3sAM4YHOM CTeleHH [5].
[ToMuMO BCero Ipodero, HaAnW4dHe y HallHeHTa
COT'A conpga>KeHO ¢ BBICOKUM PHUCKOM Pa3BUTHA
oOCTPYKTHUBHON Truaporedasn 3a CUeT YBEAU-
HeHHs pa3MepoB oOpa3oBaHUs U OKKAIO3HUH
AVKBOPOIPOBOAAIIHNX ITyTed. OTBETCTBEHHBIMU
3a pasBuTHe osnuaencuu npu TC npH3HaHBI
KOPTHUKAAbHBIE TyOephbl, IIPH OTOM «aKTHBHBIM»
(3THMAEITOTEHHBIM) MOXKET OBITH TOABKO OIHH
HAM HECKOABKO, [aKe IIPU MYAbTH(OKaAbHOM
IOpaskeHUH OOABIIINX IoAyIlIapuii [6]. Hekoro-
pble TyOepbl MOTYT HMETb TaK Has3blBaeMble
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«MUT'pallMOHHBbIE TPaKTbl», TpPaHCMaHTHIHOe
pacrnpocTpaHeHNe KOTOPBIX AEAAET UX BU3yaAb-
HO cxoxxuMu c¢ DK/l Il Tumma uMAHU OTOEABHBLIMU
BapUaHTaMHU T'AMOHEHUPOHAABHBIX OIIyXoAeH, U
UX OTAWYHUTEABHONM OCOOEHHOCTBIO SIBASIETCH
HUMEHHO MYABTH(OKAABHOE IIOPaKEHHE KOPBI U
cyOKOpTHKaABHOI'O Geaoro Bemiectna [7]. B cra-
ThE IIPENCTaBAE€H CAydal AUCCOLIMAIIUN PaUo-
sorryeckodt KapTunbl TC U pe3yAbTaTOB KAU-
HUYECKOT'0, HHCTPYMEHTAABHOIO U TI'eHeTHu4e-
ckoro obcaemoBaHUa pebeHKa C (POKAABHOM
3MUAEIICHEH.

Kianaugeckuii ciryuaii.

[MTanment I'., 5 aAeT, ¢ AMArHO30M CTPYK-
TypHas SIHAEICHUd, (papMaKOpe3UCTeHTHAS
dopma. Ilpuctynsr 6eciokosaT ¢ Bo3pacta 4 AeT
IIOCA€ TIEPEHECEHHOM BETPSAHOM ocmbl. PeHoMe-
HOAOTUS IIPHUCTYIIOB — 3aMHUpPaHUs, IPOLOAKU-
TEABHOCTBIO OKOAO 10-15 ¢, 4-5 pas B [EHB.
[Ipu oOpallleHuH K HEBPOAOLY IIO0 MECTYy IKU-
TeAbCTBA OblAa HA3HAYEHBI ITPOTHBOAIIHACIITU-
gyeckue mnpenapatbl ([I9II) c moaokUTEABHOM
OUHaMHUKOH. [lasee IpHUCTYIIbI BO30OOHOBUAUCE B
BHU/IE 3aMHUpPaHUM, 0eCIOKOHCTBA IEPUOPAABHOMN
MYCKYyAQTypbl, MbIYaHHs, >KECTOBBIX aBTOMa-
THU3MOB B pPYKaX, ITPOLOAKUTEABHOCTBIO OKOAO
20 cekynzn, 3-4 pasa B CyTKH, €XKEIHEBHO TO-
HUYECKHE AalBEPCHUBHBIE UM OIIEPKyAdpPHBIE.
[IpoBogMAach KOpPPEKIUS Tepamuu 0e3 cylie-
crBeHHOTO addekTa. [ocnurasn3upoBaH B
IICUXOHEBPOAOTHYECKOE OTAEAECHHE [AS IIPOBE-
OeHus oO0cAegOBaHUSA, KOPPEKIIMH Teparuu.
IIpu npoBenenun MPT BBIIBA€HO MHOI'OOYAaro-
BO€ ITOpa’KeHHEe KOPbI U CYOKOPTHKaAsbHOTO Oe-
AOTO BEIIIECTBA IIPABOTO IIOAYIIIAPHS, B COUeTa-
HHUM C KOHTPACTIIO3UTHBHBIM CyO3TI€eHIUMAAD-
HBIM JIOTIOAHUTEABHBIM 00pa30BaHUEM B CTEHKE
TOMOAATEPAABHOTO OOKOBOTO IKEAYZOYKA (pHC.
1). Ilpu npoBeneHUH AHEBHOI'O BHAe0-O3I' Mo-
HUTOPHUHTA, BO BpeMs OOAPCTBOBaHUSA U CHA, B
CTPYKTYpE€ IIE€PUOMHMYUYECKOTO ¥ IIPOJOAZKEHHOTO
PETHOHAABHOTO 3aMEIOA€HUSI, IIPOJOAKEHHOTO
XapakTepa, C pacCIpocTpaHeHNeM Ha OTBEIEHUS
CBOEro IIoAylIapus M TeHAeHIUeH K auddys-
HOMY pPacCIpPOCTPAaHEHUIO, PETUCTPUPOBAANCH
pETHoOHaABHBIE Pa3psSabl MEIAEHHBIX KOMIIAEK-
COB OoCTpasi — MEIAE€HHAas BOAHA, IIEPHUOAUIECKU
CTPYIIITMPOBAHHOTO, KAACTEPHOTO XapakTepa B
IpaBoOil AOOHOM, IpaBoil IEHTPAABHO-BUCOYHOM
obracTu. B xome uccAeqoBaHUS B COCTOSHUU
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Puc. 16 (Fig. 1 b) Puc. 1 B (Fig. 1 ¢)

Puc. 1r (Fig. 1d) Puc. 1 A (Fig. 1 e) Puc. 1 e (Fig. 1 f)

Puc. 1. MPT ronoBHOro mosra (c BbiIcOKMM paspetueHuem 3T). NauueHt ., 5 AeT.

a — r — Ha nsobpakenuax T2 u FLAIR ompeneasioTcs pasHOKaAHOepHBIE YIACTKH IIATOAOTMYECKOr0 CHTHAAA,
AOKAAM30BaHHbIE KOPTHUKAABHO /CYOKOPTHKAABHO B AOOHOM, TEMEHHOH M 3aTBIAOYHOM MOASX IIPABOTO IIOAyIIA-
pud.

a, T — Ouaru B AOOHO# M 3aTBIAOYHON HoAdX Ha n3obpakeHusx T2 u FLAIR wuMeoT TpaHCMaHTHMHBIN IIPHU-
3HAaK, CUTHAA PACIPOCTPaHIETCH OT CTEHKH OOKOBOTO KEAYZOYKa A0 KOPTHKAABHOHN AACTHHKH.

I, e — CyboneHaAuMaAbHO B CTEHKE IIEPEIHEr0 pora IIPaBoOro OOKOBOIO KEAYZAOYKA OIPEAEAIeTCH AOIIOAHUTEAD-
Hoe o0pa3oBaHHe (), aKTUBHO HaKaIIAUBAIOIIlee KOHTPACTHBIH IIpenapar (e).

Fig. 1. MRI, brain. High-resolution 3T MRI. Patient G., 5 years old.

a-d — In the T2 and FLAIR images, different-sized areas of the pathological signal are determined, localized
cortically/subcortically in the frontal, parietal and occipital lobes of the right hemisphere.

a, d — Foci in the frontal and occipital lobes have a transmantic character, extending from the wall of the lat-
eral ventricle to the cortical plate.

e, f — Subependimally in the wall of the anterior horn of the right lateral ventricle, an additional formation is
determined, actively accumulating a contrast agent.
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Puc. 2 (Fig. 2)

Puc. 2. TMocTtonepaunoHHas MPT.

B mpaBoi#i AOGHOM mOA€ BU3YAAU3HUPYETCS IIOCTOIIE-
PaIlMOHHOE AOXKE, BBIIIOAHEHHOE AHMKBOpoM. KapTu-
Ha TOTAABHOH DPE3EKIIMH [aTOAOTMYECKOI0 SIIHAEII-
TOTEHHOro cybcTpara.

Fig. 2. Postoperative MRI.

In the right frontal lobe, a postoperative bed made
by the cerebrospinal fluid is visualized. The picture
of total resection of a pathological epileptogenic
substrate.

OOOpPCTBOBAHUU IIOCAE€ [JHEBHOTO CHa 3aperu-
CTPUPOBaH (POKAABHBIN SITHUACIITUYECKUU MIPH-
CTyII ayTOMOTOPHOIO XapakTepa — B BUIE U3Me-
HEHUS CO3HAHUS C IIPHUOCTAHOBKOU AedTEeABHO-
CTH, 3aMHpaHUud, JaA€e OTMedaeTcs XaoTU4YHad
OBUTaTeAbHasd AaKTHBHOCTbL C IIOBOPOTOM Ha
npaBbIii 60K, TaKKe B Te€UeHUE NPUCTYIIa OTMe-
YaAUCh OopoaAuMeEHTapHbIE aBTOMAaTU3MEBI,
B3TA4[l HUCIYyTaHHBIH, TOHUYECKOE HaIpsiXKeHUe
B npaBoil pyke. TakuMm obpasom, y pebeHKa BBI-
sBA€HA KAUHHKO-D0OI-paguosoruyeckas Koppe-
ASITTUS STIUACIITHYECKOT'0 MIPUCTYIIA, SMIUACIITU-
YeCKOU aKTHMBHOCTHU U TPAaHCMaHTHUHHOI'O odara
B mOpaBoO¥M A0OHOY moae. Bmecre c Tem, mpu
YTAYOA€HHOM KAWHHUYECKOM UM HHCTPYMEHTAAB-
HOM OOCAE€JOBAHHUM HE BBIIBAECHO KaKHUX-AHOO
HU3MEHEHUH B HeBpoAOTHYecKoM craryce. [Ipu
(pU3UKAABHOM OCMOTpPE He 00HAapPy3KEHO ITaTOAO-
THYEeCKUX W3MEHEHUM KOXKHBIX IIOKPOBOB H
ckaep. ITo manubiM Y3U opraHoB MO4YEBBIAEAU-
TEABHOH CHCTEMBI, OPTAHOB OPIOIIHON ITOAOCTH
U [IOIIIAEPIXOKaApAHOrpadUu HATOAOTHYECKUX
HU3MEHEHUHN He BBIIBAEHO.

[Ipu OpoBeAEeHWH KOHCHUAUYMAa U OOCYK-
NEHUN pPEe3yAbTATOB O00CA€IOBaHUS, II0 COBO-
KyIIHOCTH KAWHHUYECKUX, PaIHUOAOTHYECKUX U
HeWPOPU3UOAOTHIECKUX ITPU3HAKOB OBIAO BBI-
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CKas3aHO IIPEAIIOAOKEHHE O CTPYKTYPHOM OCHO-
B€ OIIHUAENITOT€HE3a, B BU/E HAAUYUSA «a@KTHUBHO-
ro» Tybepa B mpaBoii A0OHOM moae. Takum obpa-
30M, Y4UTbIBasd PaIUOAOTHUYECKYIO KapTHHY U
OTCyTCTBHE [OCTOBEPHBIX IIPHU3HAKOB IIaTOAO-
TUH BHYTPEHHUX OPTaHOB U KOXKHBIX IIOKPOBOB,
U3MEHEHUS B I'OAOBHOM MO3re TPeOyIoT ITpoBe-
neHus au@EepeHIINaAbHOTO AHAarHo3a MEXKIy
npogaBaeHusaMHu TC ¢ IpeuMyIIeCTBEHHBIM IIO-
pasxkenueMm [THC u ®K/I B npaBoil AOGHOH moae
B COYeTaHUM C He3aBHCUMBIM COY B cTeHKe
OokOBOro Keaymodka. Haanune HeWpoHAABHO-
TAMAABHOIO TyMOpa B IIpaBod AOOHOH moae
IIPENCTaBASIETCS MAaAOBEPOSITHBIM. I[IpuHHUMada
Bo BHuMaHHe pesyabraTbl OOI, MPT u deHo-
MEHOAOTHIO IIPUCTYIIOB, TIOATBEPAUBIIINE
CTPYKTYPHYIO OCHOBY 3IIHAEIITOreHe3a, IallueH-
Ty TOKa3aHO XUPYPIUYECKOEe A€UYEHUEe OIIHAEII-
cuu. PekoMmeHOoBaHO IIpoBeleHHE TeHeTH4e-
CKUX TECTOB A TIOMCKAa ITaTOT€HHBIX MyTallui,
accormupoBaHHbIX ¢ TC. ITocae mmpexupyprude-
CKOY TIIOATOTOBKMU IIPOBENEHO OllepaTUBHOE
BMeEIIaTeABCTBO.

PesysabpraTel
HCCJIeIOBAHUS.

Marepuaa npexacraBaeH TKaHbio [ITHC B
Buae OeAoro BeIIecTBa C yIaCTKaAMH THIIOMHeE-
AvHH3anuu. HabArogaroTcss MHOTOYHCAEHHBIE
OaAAOHHBIE KAETKH, UMEIOIINEe OOUABHYIO MaToO-
BO-303UHOMHUABHYIO ITUTOIIAA3MY, CBETAbIE OKC-
neHTpuuHble sgapa. C pacIIMpeHHOro KOHIIA
dparmMeHTa TKaHU BHU3YAAU3UPYIOTCH PELYILH-
pOBaHHBIE HEOOABIIHE YYAaCTKH KOPTEKCa CO
CHUXKEHHBIM KOAWYECTBOM HeHpoHOB. CyiKeH-
HBIF, MapKHUpPOBAaHHBIYM HHUTBHIO, KOHEIl Qpar-
MEHTa TKaHU IIPEICTABACH OEABIM BEIIIECTBOM C
€IUHUYHBIMH OaAAOHHBIMHU KAETKaMH. Pe3yAb-
Tat UI'X mccaemoBaHUA: dKCIpeccud vimentin,
GFAP B 6aanAOHHBIX KAETKaX. Peakiiuda c aHTHU-
NeuN B emuHm4HBIX HeMipoHax. Peaknuga c aH-
Tu-NF moarBepauaa OTCyTCTBHE OIUCMOPHY-
HBIX HEHPOHOB. 3aKAIOYEHHE: KapTHHa COOT-
BETCTBYET (POKaAABHOM KOPTHUKaAbHOM AUCIIAA-
3uu, tun IIb (ILAE).

Anaan3 [IHK mnamuyeHTa OPOBEAEH METO-
[OM BBICOKOITPOU3BOIUTEABHOI'O IIOAYITPOBO/I-
HUKOBOTO  IIapaAA€ABHOTO  CEKBEHUPOBAHUA
JHK c mcmoab3zoBanmeMm npubopa Ion Torrent
S5 (Life Technologies, CIIIA). [das mpoboroaro-
TOBKH ObIAa HCIIOAB30BaHa CTaHOApTHAs METO-
IUKa H3TOTOBACHUS aMIIAU(UKAIITMOHHBIX OUO-
anoTek oT Kommanuu lon AmpliSeq (Termo
Fisher), ¢ ucmoap3oBaHmeM Habopa PeaKTHBOB
Ion AmpliSeq Library Kit 2.0 u kacToMHO1 m1a-
Heau npaiiMepoB. CIIMCOK T€HOB B HCIIOAB3ye-
mo# maneam: TSC1, TSC2. [THK-anaau3 mrpoBo-
OUACE Ha MaTepuaase IepudepHIecKod BEHO3-
HOH KpPOBH IIyTEM IIOMCKa MyTalluld B TI€Hax
TSC1 u TSC2 1 10oAHOM CEKBECTPHUPOBAHUU Ie-

naToMOpP¢OIOrnIECKOro
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Puc. 3. MukponpenapaTbl.

a — BaanoHHBIE KAETKH 3KCIIPECCUPYIOT vimentin.

HOM Hu 503uHOM, X200.

Fig. 3. Microsection.

and eosin, x100.

a — Balloon cells express vimentin. Immune staining, x40

6 — B GeaoM BeIllecTBe BHU3YAAU3HUPYIOTCS OaAAOHHBIE KAETKH. [IpH 3TOM B HEOKOPTEKCE U GEAOM BEIIECTBE OT-
CYTCTBYIOT AUCMOpP(UYHbIe HeHpoHbl. IMMyHHOE okpamuBanue, x40.

B — B 6eA0M BelllecTBe BCTPEYUAIOTCS 30HBI THIIOMHUEAMHH3AINN (BEPXHAS YaCTh M0oAd). OKpacKa reMaTOKCHAHU-

b — Balloon cells are visualized in the white substance. At the same time, there are no dysmorphic neurons in
the neocortex and white matter. Staining with hematoxylin and eosin, x200

c — Hypomyelination zones are found in the white substance (upper part of the field). Staining with hematoxylin

HOB. BbIia IIPOBEAECH IIOHNCK IIaTOI'€HHBIX MyTa-
Ui, aCCOIMHMPOBAHHEBIX C TYOEPO3HBIM CKAEPO-
3oM. O1leHKa KAMHHYECKOH 3HAa4YHMOCTHU ([IaTo-
T€HHOCTH) BBIIBA€HHBIX BapHaHTOB IIPOBOOU-
AaCh Ha OCHOBaHUU POCCUMCKHUX PEKOMEHAIIUH
AAd UHTEPIIpETall OAaHHBIX, ITOAYYE€HHBIX ME-
TOAMH MAacCOBOI'0O IIapasA€ABHOTO CEKBEHHPO-
Banuga (MPS). 3akaodueHune: 3HaYNMBIX M3MeEHe-
HUH, COOTBETCTBYIOIINUX KPUTEPUSM IIOHCKA, HE
obHapyxkeHo. [TaTOreHHbIX HAM BEPOATHO IIaTO-
reHHBIX MyTaui B reHax TSC1 u TSC2 He BbI-
SIBAEHO.

3a BpeMs IIOCTOIIEPAIIMOHHOIO HabAMome-
HUSA B OTAEACHHH, IIPUCTYIIOB y MallMeHTa He
OTMEYaAO0Ch.

OGcy:xnenue.

[To ounenkam BO3 B Mmupe OKOAO 2 MHUAAH-
oHOB 4eaoBeK Goaeror TC. YacrtoTa BCcTpeuae-
MOCTH B Ionmyadginu cocraBager 1:10 000 (y
HOBOpOXaeHHBIX — 1:6000) [1, 4]. B 1862 roxy
HEMELKHUH y4eHbIH-IaToAoroaHaToM Ppuapux
¢doH PerkamHIXay3eH IIpHM BCKPBITHH OIIHCAaA
CepAlle MAaLEeHIla C HECKOABKHMMHU OIIyXOASMH B
MHOKapAe H TOAOBHOH MO3I' C HU3MEHEHUIMH
KOPTHUKAABHOH IIAACTHHBI, UTO IBASAOCH pabmo-
MHOMaMH M KOPTHUKAaABHBIMH TyOepcamu. [la-
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Aee paHIy3cKHE HeBpoaor [le3supe-Marayap
BypueBuapr B 1880 romy, cucreMaTHU3UPOBaB
IIaTOAOTHYECKHUE [OaHHBbIEC, IIPUMEHHUA TEPMUH
«TyOepo3HbI ckaepo3» [8, 9]. B 10-20% pa3Bu-
Tue TC obycaoBaeHO Mytarmeii reHa TSC1, ao-
KaAW30BaHHOro Ha 9-# xpomocoMe 9q34 u oT-
BETCTBEHHOI'0 3a KOAHPOBKY OeAKa raMapTHHA.
B 80-90% cayuaeB 60ae3HU 00yCAOBAEHBI MyTa-
nuamu B reHe TSC2, KOTOPBIM AOKaAM30BaH Ha
16-i1 xpomocome B paiioHe 16pl3 m Komgupyer
6eaok TyOepuH [1, 4].

Kak yzxe OBIAO CKa3aHO BBIIIE, PACIIPO-
CTPaHEHHOE IIOPa*KeHHE OPraHOB M CHUCTEM IIPpH
TC TpebyeT CHCTEMHOr0, MEXKIHUCIIUIIANHAPHOTO
II0AXOMA, ¥, B HEKOTOPBIX CAyYadX, YTAYOAEHHO-
o KOMIIAEKCHOT'O oO0cCAemOBaHUS ITaIlMeHTa C
LIeABIO IIOCTAHOBKH AuarHosa. Ilo uroraM KOH-
depeHIINM TI0 KAWHHYECKOMYy KoHceHcycy TC
2012 roma (2012 TSC Clinical Consensus
Conference) BbImeA€HBI MIEPBUYHBIE (COABIIHE)
IIPU3HAKHU ¥ BTOPUYHbBIE (Maable) IIpu3HaKku. Ha
OCHOBaHHH HaAW4YHA 2 MEePBHYHBIX IIPHU3HAKOB
HAN 1 IIEPBHUYHOIO M 2 BTOPHUYHBIX YCTAHABAM-
BaeTcd HECOMHEHHbIH auarHo3 TC, BO3MOKHBIH
[IHUarHo3 — Ha OCHOBaHUH HaAW4YHud 1 IepBUYHO-
o IIpu3HaKa UAUW 1 IMepBHUYHOIO U 1 BTOPUYHO-
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ro IPU3HAKOB, UAHU 2 (4 00Aee) BTOPUYHBIX IIPH-
3HaAKOB.

KanHnyeckyne KpUTEPHU: HECOMHEHHBIN
auarHo3 TC — 2 OCHOBHBIX ITpHU3HaKa, AuO0 1
OCHOBHOHI u 2 wuAHM 0oAee BTOPOCTEIEHHBIX,
BO3MOXKHbBIH guarHo3 TC — 1 ocHOBHOM, AubGo 1
OCHOBHO# U 1 BTOPHYHBIH, AMOO =2 BTOpPHUY-
HBIX.

OcHOBHEIE (DOABIINE) IPU3HAKHU:

e anruodudtpomsl (3 uau 6oasee) vAu PUbd-
pO3HBIE OAAIIIKH KOXKH I'OAOBBI

e HeTpaBMaTH4iecKad OKOAOHOTI'TeBas
dpubpoma (2 nau Goaee)

e rHIOMeAaHOTHYecKHe HaTHa (3 mam 6o-
Aee, IUaMeTpPoOM He MeHee 5 MM)

®¢ yYaCTOK «IIarpe€HOBOM» KOXKHU

e MHOXKECTBEHHBIE Y3€AKOBbIE I'aMapTOMbI
CeT4YaTKH

e KOPTUKAABHBIE [HCIAA3UU (BKAIOYAIOT
TyOepChl U AMHUH MUTpPalUU GeAoro Be-
I1ecTBa FOAOBHOI'O MO3ra)

e Cy0OoIEeHAVMMAaALHBIN y3eA

e cyOsmeHAVMMaAbHAS T'HMAHTOKAETOYHAST
acTpolTomMa

e pabmomMmoMa cepalia

e aumdanrnoaetiomnomaros (LAM)*

® aHTHOMHOAUWIIOMEI (2 MAHU Goaee) *

*coyeTaHHe [BYX OCHOBHBIX IIPH3HaKOB
LAM u aHTHMOMHOAUIIOMBI 0€3 ApPYyrux IIpU3Ha-
KOB HE COOTBETCTBYET KPHUTEPHUAM IAd OIpele-
AeHHoro guarmosa TSC.

BropuuHble (Maable) IPU3HAKH:

e yraybaeHusa B aMaau 3y0oB (3 mau Goaee
Ha BeChb 3yOHOHU psif)

e ubpoMbI I0AOCTH pTa (2 mam boaee)

e TramMapTOMbl BHYTPEHHUX OPraHOB (3a
HCKAIOYEHHEM IT0YEYHBIX)

e axpoMaTHYeCKHH y4acTOK Ha ceTdaTKe

e TIIOpPaKE€HHd KOXKH II0 THUILy IIATEH "KOH-
derTH"

e MHOXKECTBEHHBIE KHCTBI [I0YeK

I[MTopasxkenus IIHC npu TC. IlopaskeHus
IHHC npu TC. I[To mamabim MPT TybGepnl mpen-
CTaBAGIOT COOOH 30HBI IIOBBIIIIEHHOro MP-
curHasa B T2-BU u FLAIR, pacnoaozkeHHBIE B
KOPTHUKAABHOM CAO€ C IIATTEPHOM «LIHPOKHX»
u3BUuANH. Boaee yeMm B 50% caydyaeB BcTpedaeT-
cd KaabIudUKanusg Ty0epoB, YTO XOPOIIIo eTa-
AV3UpYyeTCd I[IPH KOMIIBIOTEPHOH ToMorpadpun
(KT) m MarHUTHO-pPE30HAHCHOM ToMoOTpaduu
(MPT) mpm HCIIOAB30BaHHHM IIO0CA€NOBATEABHO-
creit T2* u SWI/SWAN. Tybep MoKeT SBAITHCS
IIEHTPOM ITaTOAOTHMYECKOM SIHAENITHYECKOH ak-
TUBHOCTH, a TaK e ObITh «HeMbIM» [10]. Ha
¢oHe He3aBepIIEHHOH MHEAHMHU3aIluu Tybepbl
IPEeOCTaBASIOT COOOH 30HBI THIIEPUHTEHCHUBHOIO
curtHaaa 1o T1-BU u runonHTEHCHUBHOTO 110 T2-
BU. PaguasbHble MHUTPALlMOHHBIE  TPAaKThI
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Habaonarorces y 30-95% 6Goavabix TC. Pacmpo-
CTPAHSIOTCS OT TyOEpPOB [0 SIEHANMBI CTEHOK
JKEAYNOYKOB, COCTOSIT H3 TPYHIIbI T'eTePOTOIIHU-
YEeCKHUX KAACTEPHBIX KAETOK. PanmaspHbBIE MU-
FPallMOHHbBIE TPAKTBl OTHOCSTCS K JIHAEIITO-
reHHbIM 30HaM. C 1998 roma aAnHeNHBIE, pagu-
aAbHBIE MHUTpPAIIUH 0EAOTO BEILIeCTBA HCKAIOYE-
HBI U3 BTOPHUYHBIX (MAAbBIX) IIPHU3HAKOB U pac-
CMaTpHUBAaIOTCS B €IHHOM KOMIIAEKce ¢ Tybepa-
MH B paMKaxX KOPTHKaABHOH mucriaazuu. [Ipu
OMHOBPEMEHHOM OOHapy:KEHUH pPaTUAABHBIX
MUTpAILlUH U TyOEpOB HUX CAEAyeT paccMaTpH-
BaTh KaK OJWH OCHOBHOH (0OABIIION) HpH3HAK
TC.

CybsnennumManbHble y3abl (COY) Habaro-
naiorca B 95-98% cayuaeB TC. Kak mpasuao,
MHOXKECTBEHHBIE (>2) y3A0BBIE O0pa30BaHUSA C
AOKaAH3allMell B CTEHKaX OOKOBBIX JIKEAYIO0Y-
KOB, padMepaMH OT 2 MM C Pa3AHYHOU cTere-
HBIO KaAbluUKanuu. BrigBaeHa 3aBHCHMOCTD
TSZKECTH AIIHUAEIICHH OT KOAHYecTBa TyOepoB H
C3Y. Ot 8 1 6oaee BBIIBACHHBIX TyOEpPOB SIBAS-
€TCsl IIPOTHOCTHYECKUM (paKTOpoM MaHH@ecTa-
1y snuAericuu 1o 2 aet. Tybeper u COY moryT
HaKallAUBaTb KOHTPACTHBIN IIperapar.

CybsneHanManbHas TUTaHTOKAETOYHAS
acrporuroma (COT'A) ranoHeMpoHaAsbHAs CMe-
LIaHHasd OIyXoAb, Habaomaerca B 5-20% y
6oabHBIX TC. Kak mpaBuao, COI'A pacrnioaaraer-
cda y orBepcTus MOHPO, pa3zMepaMu Goaee S MM
B OHaMeTpe, C 3aJ0KyMEHTUPOBAHHBIM IIOMI-
TBEP3KIACHHBIM IPOrpeqUEeHTHBIM pocTowM,
HaKall-AWBalolas KOHTPACTHBIM  IIperapar
(Consensus Meeting for SEGA and Epilepsy
Management. 12 March 2012, Rome, Italy).
Kannnyeckas sHagyuMocTb COT'A obycaoBaeHa
BBICOKHM PHCKOM pPa3BUTHUA OOCTPYKTUBHOM
ruaponedasvi C ACTAABHBIM HCXOAOM. BaskHO
oTMeTuTh, 4To COTA um COY TIHCTOAOTHYECKH
UIEHTHUYHBI, 1 OCHOBHBIM AH(depeHITnarsbHBIM
KPUTEPHUEM SBASETCS IIPOTPECCUS Pa3MepPOB
OpU AWHAMHUYECKOM HaOAIOOeHHU, pasmep 60-
Aee >S5MM U HAKOIAEHHE KOHTPACTHOTO IIpera-
para.

B mamem caydae n3MeHeHUs OBIAM BBISB-
A€HBI TOABKO co ctopoHbl IIHC B Buae HaubGoaee
KpynHoro tybepa B mpaBoi A006HOH moae, Goaee
MEAKHUX B 3aTBIAOYHBIX [OASIX U €IUHHYHOTO
C3Y, uTO BBI3BAAO PACXOXKAEHHE BO MHEHHUHU
Cpeny CIEeIIMaAUCTOB MPHU IIPOBEACHUU KOHCH-
AuyMa. Pamguosorudueckass KapTHHA U HAAUYHE
y MallMeHTa OSIHACIICHH TOBOPHAHU B IIOAB3Y
Haanyud y nanueHTa TC ¢ mperuMylieCTBeHHBIM
nopaxkenuem L[HC, BMecTe C TeM, ImpHU yrAyO-
AEHHOM OOCA€IOBAHUU OPTaHOB U CHCTEM He
OBIAO BBIIBACHO ITATOAOTHYECKUX U3MEHEHUH K3
TPYIII GOABIIHX B MaAbIX ImpusHakoB TC. Beumy
3TOTO, OAS YTOYHEHHUS OBIAO IIPEIAOKEHO IIPO-
BeleHHE TeHEeTHUYEeCKOTO TecTa OAd OOHapyzKe-
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Hua wmytauust B TSCI, TSC2. KauHHKO-
[IATOAOTHYECKHE  OCOOEHHOCTH, BBI3BaHHLBIE
3THUMHU Pa3AUYHBIMHU 'eHaMHU HUAeHTUYHBbI. Beaku
raMapTUH ¥ TyOepHH o00pa3yrT KOMIIAEKC-
CyIIpeccop OIIyXOAE€BOro pocra. Ilereponumep
o06pa3oBaHHBIM raMapTHHOM U TyOEPHHOM CIIO-
co0eH MHTHOWPOBATh CUTHAABHBIH KacKal, OIlOo-
CpenoBaHHBIN KOMIIAEKCOM mTORC1
(mammalian Target of Rapamycin Complex 1).
Mytamuu B reHax TCS1 u TSC2 BemgyT K ux
nucyHKIIMH, Ha (POHE MyTallMU IIPOUCXOIUT
naToaoruueckass akrtuBarnusa KuHa3bl mMTOR,
KOTOpasl SIBASIETCS KAIOUEBBIM PETYASITOPOM pPO-
cTa U nmpoAudepanuu KAeToK. [1o 5Tol IpuYuHe
npu TC pa3BUBaIOTCAd MHOXKECTBEHHBIE I00pO-
Ka4eCTBEHHBIE OIIyXOAH (FaMapTOMBbl) B pa3sAnd-
HBIX OpraHax, BKAIOYas I'OAOBHOM MO3T, raasa,
KOXY, Cepalle, IOYKH, I[Ie4YeHb, AET'KHE, IKEAY-
MOYHO-KHIIEYHBIH TpakKT, HSHAOKPUHHYIO U
KOCTHYIO CHUCTeMbl. IlocTerleHHO ITporpeccupys
B pasMepax, OHH HapylIlaloT apXUTEKTOHUKY U
dyHKIMIO opraHos [11].

3akaoueHnune.

HecmoTpsa Ha TO, YTO B HallleM cAydae
reHeTudeckue myranuu B TSC1, TSC2 He Obl-
AV OOHApY?KEHBI, IPU IPOBEAEHHUH KOHCHAUYMA
OBIAO peIlIeHO HPOBeCTH Au(PPepeHITNAABHBIH
nuar"Ho3 mexnay PK/I u nzoaupoBaHHbIM COY u
TC, mmoToMy 4YTO IO AAaHHBIM AUTEPATYPHBIX HC-
TOYHUKOB y 10-25% mammentoB ¢ TSC He 06-
HapyxKuBaeTcd Myrauuit B re"Hax TSC1 wuaum
TSC2 mpu 0OOGBIYHOM T'€HETHYECKOM TEeCTHPOBAa-
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HUM, 4TO He uckarouyaeT TC ¥ HEe IIPOTHBOPEYUT
HCIIOAB30BAHUIO IIEPBUYHBIX U BTOPUYHBIX KAU-
HHUYECKUX AUAarHOCTUYECKUX Kpurepuesn [12]. B
HaIlleM CAy4Yae II0 3aKAIYEHHIO IIaTOMOP(OAO-
ra, KapTuHa coorBeTcTByeT PK/I 2 Tumna, HO U3
auTepatypbl usBecTtHo, yro PK/l u TC umeror
CXOZHYI0 THCTOAOTHYECKYIO KapTHHY U OAS [O-
CTOBEPHOH BepHUpUKAIUN [JAHHOU IIaTOAOTHHU
TpebyeTcd ob6a3aTeAbHOE MEXIUCITUIIAMHAPHOE
B3aHMOAEHCTBHE B KOMIIAEKCHOU OIleHKE [daH-
HBIX MPT, KAMHU4YECKOH KapTHHBI U Pe3yAbTa-
TOB T€HETHYECKUX TeCTOB. Ba’kKHO OTMEeTUTD,
YTO IIPU IPAKTHUYECKU ITOAHOH CXOXKECTU TUCTO-
aormdeckoit kaptuHbl DK/ u Tybepa mpu TC,
CYLIECTBYeT PAN KOCBEHHBIX IIPU3HAKOB, I103-
BOASIIOIIUI C OOABIIIMM OCHOBAHHEM IIPEAIIOAA-
raTb Kakyro-Aubo u3 matosoruii. Tak ydacTku
TUIIOMHUEAMHU3AIIUH B COCenHeM OeAoM Bellle-
cTBe 0OoAee XapaKTepHBI nad Tybepa. [lanmueHT
IIPOZOAKAET HAOAIOOATHCH C AUArHO30M TyOe-
PO3HBIN CKAEPO3.

HUcrounux ¢unancupoBaHus U KOH-
¢uKT MHTEPECOB.
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