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A Lesion of the Nervous System Associated
with TSC in Childhood. Own Observations

Peslome

BeepgeHue. Ty6epo3Hbli cKepo3Hbiii kKomrieKe (TCK) — 3To HEeMPOKOXHbI CMHAPOM, XapaK-
Tepun3yeTca NopakeHWeM LieHTPanbHON HEPBHOM CUCTEMbI, KOXW, Fna3, NoyekK, cepaua, Nerknx m
Apyrunx opraHos ramaptomamn. TCK oTHOCKTCA K reHeTUYeCKon NaTonornm, KoTopas pas3BrBaeTca
n3-3a HapyleHna GyHKUMIA reHoB onyxonesbix cynpeccopoB TSCT unu/n TSC2 ¢ obpa3oBaHrem
aHOMasnbHOro 6efKoBOro Komnnekca TybepuH — raMapTviH U nocnegyowmm GopMUPOBaHNEM ra-
MapTOM B pPa3fiMYHbIX OPraHax 1 TKaHAX NauMeHTa, XapakTepusyeTca ayTOCOMHO-AOMUHAHTHbBIM TU-
nom HacnegosaHua co 100%-HoW NeHeTPaHTHOCTbIO U BapbUPYIOLLE SKCNPECCMBHOCTDIO.

Uenb. N3yuntb npusHakn nopaxeHusa LIHC, accounnpoBaHHble ¢ TCK, y geten (ot 0 go 18 nert) B
Pecnybnuke benapycb B nepuog c 01.01.2015 no 31.12.2019, nx Koppenauuo ¢ BO3pacTom fua-
rHOCTMpPOBaHUA 3aboneBaHNA, 0COBEHHOCTY BPeMeHN BbiABIeHWA LiepebpanbHbix NopaxeHuii npu
CropagnyecKkoi 1 cemeriHo Gopmax.

Marepuanbl u metogbl. bbina cosfaHa anekTpoHHas 6a3a fAaHHbIX nauyumeHToB ¢ TCK, KoTopas
BKJIloUaeT nHdopmaumio o 87 naymeHTax. [lnarHos 6bin BepruouLmnpoBaH B COOTBETCTBUN C OOHOB-
neHHbIMU Kputepuamn 2012 T.

B 6a3e — 85 nayMeHTOB C AUArHO30M KNHUYeckn goctoBepHoro TCK, 13 Hux natonorus reHetTuye-
CKU noaTBepxaeHa y 13 uenoBek, 1 2 YenoBeka € AnarHo3om 6esycnosHoro TCK 6e3 KnnHuuecknx
npu3HakoB 3aboneBaHus.

CpenHunii BO3pacT NaLMeHTOB Ha MOMEHT OKOHYaHMA NCCNefoBaHuA cocTaBnAan 9 neT n 7 mecaues
[1 mecau, 17 net 11 mecaues 29 gHen]. U3 Hux 43 (49,43%) manbunka u 44 (50,57%) gpesoukn. Megu-
aHa Bo3pacTa guarHoctukm TCK - 1 rog n 4 mecaua [6 mecaues, 6 net n 1 mecauy].

Y 80,46% (70 uenosek) cnopagunyeckana popma TCK, cpefHuin Bo3pacT 9 neT 1 6 mecaues, y 17 nauu-
eHTOB (19,54%) — cemeliHble cnyyamn, cpeaHMI Bo3pacT 12 net n 5 mecaAues.

Pesynbratbl. Tybepbl 66111 BbisBNEHbI Y 93% ManbunkoB, Me Bo3pacTta obHapy»eHus 1 rog 5 mecs-
ueB [6 mecAueB, 7 neT 5 mecaues], y 95,5% nesouek, Me 1 rog 4 mecaua [6 mecaues, 3 roga 4 mecs-
ual, 6e3 3HaUMMbIX OTNIMYMIA AN Mona No Kputeputo MaHHa — YUTHM 1 TouHomy KpuTeputo Quiepa.
B 94,05% cnyuyaeB 6bifio OTMEUYEHO Hanmure KnybHein B 2 nonywapusx, B 5,95% — B ogHOM nony-
LLIap1K rOSIOBHOrO MO3ra.

CY 6binn naeHTudmumpoaHbl B 80,5% cnyyae, Me Bo3pacTa obHapyxeHus 1 rog 1 mecay [6 me-
cAaues, 3 roga u 6 mecaues), y 74,4% manbuukos, Me 1 rog 1 mecay [4 mecaua, 5 net u 3 mecaual,
y 86,4% pneBouek, Me 1 rog 1 mecsy [6 mecsaues, 3 rogal, 6e3 3HauMMbIX OTIMUMIA ANA Nnona.
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C3rA 6biv onpepfeneHbl y 28,7% nauneHToB, Me Bo3pacTa BbiABneHuA 9 net [3 ropa n 2 mecaAua,
11 net n 8 mecaues], y 20,9% manbumnkos, Me 8 net n 1 mecay [9 mecaues, 12 net u 11 mecaues],
y 36,4% pneBouek, Me 9 net [4 roga 1 mecau, 11 netl, 6€3 3HaUMMBbIX OTANUNIA ANA Nona.

BbiBoAbl. Y naumeHTOB aetckoro Bo3pacta ¢ TCK, npoxuBatowumx B benapycu, Bnepsble n3yyeHa
3NUAEMMONOrNA LepebpanbHbIX KIMHUYECKUX KpuTepreB 1 npusHakoB TCK B rnasHom abnoke.
OnpepeneHa Koppenauma Mexay BpemeHeMm BbisaBieHuA Tybepos, CY 1 Bo3pacTom ANarHOCTUPO-
BaHuA TCK. M3yyeHbl 0CO6EHHOCTN HEBPONOrMYECKNX MPOABAEHNA NPU OTATOLEHHOM CEMENHOM
aHamHe3e 1 cnopafmnyeckon Gpopme, NprUrHbI No3aHen gnarHocTnkm TCK.

CBepeHVA o Bo3pacTe BblABeHMA Tybepos, CY n C3IA, c yueTom nona nauneHTos, y aeten ¢ TCK B
Pecnybnuke benapycb B OCHOBHOM KOPPENVpyioT C pe3yfbTaTaMu UCCnefoBaHui, onybnnkoBaH-
HbIMW B MeAVLIMHCKON NnTepaType.

KnioueBble cnoBa: Ty6epo3HbIil CKNEPO3HbIN KOMMNEKC, Tybepbl, paaranbHble IMHAM MUTPaLnK,
cy63neHaVManbHble Y3/bl, Cy63MNeHANMANbHan rMraHTOKNeToYHasA acTPOLUMTOMa, acTpoLUUTapHble
ramapTOMbl CETYATKN.

Abstract

Introduction. Tuberous sclerosis complex (TSC) is a neuro-cutaneous syndrome characterized
by lesions of the central nervous system, skin, eyes, kidneys, heart, lungs and other organs with
hamartomas. TSC refers to a genetic pathology that develops due to a violation of the functions of
the tumor suppressor genes TSC1 or/and TSC2 with the formation of an abnormal protein complex
tuberin — hamartin and subsequent formation of hamart in various organs and tissues of the patient,
characterized by an autosomal dominant type of inheritance with 100% penetrance and varying
expressiveness. TSC refers to organ pathology.

Purpose. To study the signs of CNS lesions associated with TSC in children (from 0 to 18 years) in
the Republic of Belarus in the period from 01.01.2015 to 31.12.2019, their correlation with the age of
diagnosis of the disease, features of the time of detection of cerebral lesions in sporadic and familial
forms.

Materials and methods. An electronic database of patients with TSC was created, which includes
information about 87 patients. The diagnosis was verified in accordance with the updated criteria
of 2012.

There are 85 patients in the database with a diagnosis of clinically reliable TSC, of which pathology
is genetically confirmed in 13 people, and 2 people with a diagnosis of unconditional TSC without
clinical signs of the disease.

The average age of patients at the end of the study was 9 years and 7 months [1 month; 17 years,
11 months, 29 days]. Of these, 43 (49.43%) are boys and 44 (50.57%) are girls. Median age of diagnosis
of TSCiis 1 year and 4 months [6 months, 6 years and 1 month].

80.46% (70 people) have a sporadic form of TSC, the average age is 9 years and 6 months, 17 patients
(19.54%) have family cases, the average age is 12 years and 5 months.

Results. Tubers were detected in 93% of boys, lu detection age 1 year 5 months [6 months, 7 years
5 months], in 95.5% of girls, lu 1 year 4 months [6 months, 3 years 4 months], without significant
differences for gender according to the Mann — Whitney criterion and the exact Fisher criterion. In
94.05% of cases, the presence of tubers was noted in 2 hemispheres, in 5.95% - in one hemisphere
of the brain. SU was identified in 80.5% of cases, lu detection age 1 year 1 month [6 months, 3 years
and 6 months], in 74.4% of boys, lu 1 year T month [4 months, 5 years and 3 months], in 86.4% of
girls, lu 1 year 1 month [6 months, 3 years], without significant differences for gender. SEGA was
determined in 28.7% of patients, lu age of detection 9 years [3 years and 2 months, 11 years and
8 months], in 20.9% of boys, lu 8 years and 1T month [9 months, 12 years and 11 months], in 36.4%
of girls, lu 9 years [4 years 1 month, 11 years], without significant differences for gender. A high
correlation was revealed between the age of diagnosis of tubers, subepindimal nodes and TSC in
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patients. These data are explained by the presence in the study of 93% of children with focal epilepsy,
in which neuroimaging is mandatory, as well as by the fact that signs of TSC in the central nervous

ot

system are verified from birth and in utero, clinical criteria from other organs are age-dependent.

Conclusions. Epidemiology of cerebral clinical criteria and signs of TSC in the eyeball was studied
for the first time in children with TSC living in Belarus. The correlation between the time of detection
of tubers, SU and the age of diagnosis of TSC was determined. The features of neurological
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manifestations with a burdened family history and sporadic form, the causes of late diagnosis of

TSC were studied.

Data on the age of detection of tubers, SU and SEGA, taking into account the gender of patients,
in children with TSC in the Republic of Belarus, mainly correlate with the results of researchers

published in the medical literature.

Keywords: tuberous sclerotic complex, tubers, radial migration lines, subependimal nodes,

subependimal giant cell astrocytoma, astrocytic retinal hamartomas.

B BBEJAEHWE

Ty6eposHbiit cknepo3sHbiii komnnekc (TCK), nnn Ty6eposHblii cknepos
(TC), 6onesHb BypHeBMINA, OTHOCUTCA K HEMPOKOXKHBIM CHAPOMaM, XapakK-
Tepu3syeTca NopaxeHnem LeHTpanbHon HepBHow cuctembl (LLHC), koxHoro
MOKPOB3, a3, Noyek, cepaua, Nerkmx 1 apyrux opraHoB ramaptomamu [1].

lamapToma — 3To y3n0Boe JobpoKayecTBEHHOE OMyXONeBUAHOE HOBO-
obpas3oBaHue, TKaHeBasA aHOManuA PasBUTUA, KOTOPas COCTOUT U3 TeX e
KOMMOHEHTOB TKaHeW, UTO 1 OpraH, rae OHa PacronoXeHa, Npu 3SToOM oT/Inva-
€TCA aHOMasbHbIM CTPOEHNEM U1 CcTeneHbto andpdepeHLmpoBku [2]. TepmuH
6b1n1 NpeanoxeH B 1904 r. HemeL KM NnaTosioroaHaTtomMmoM E. AnbbpexTom [2].

TCK oTHOCUTCA K reHeTMYeCKol NaToNorum, KoTopas pPa3B1MBaeTCsA U3-3a
HapyLleHna GyHKLMIA reHOB onyxoneBblx cynpeccopoB TSC1 nnn/m TSC2 ¢
o06pa3oBaHMEM aHOManbHOro 6enKOBOro Komrnekca TybepuH — raMapTuH
1 nocnegyowm GopMUpoBaHNEM raMapToM B Pas3fIMYHbIX OpraHax v TKa-
HAX NauneHTa. XapakTepu3yeTca ayTOCOMHO-AOMMUHAHTHbIM TUMOM Hacre-
noBaHuA co 100%-Hom NeHeTPaHTHOCTbIO 1 BapbUpPYIOLLEen SKCNPeCcCUBHO-
cTbio [1].

TCK - 310 opdaHHOe 3aboneBaHmne C pacnpocTpaHeHHOCTbio 1:14 000-
1:25 000 HaceneHus [1]. B Pecnybnuke benapycb B ieTckom Bo3pacTe obLan
3aboneBaemocTb (prevalence) TCK coctaenaet 3,77 B pacuete Ha 100 000 ye-
noBek, nepBunYHas 3abonesaemocTsb (incidence) — 0,48 Ha 100 000 uenoBek
(6bina n3yyeHa B nepuog ¢ 01.01.2015 no 31.12.2019) [3].

Ty6epbl, cybaneHanmanbHbie y3nbl (CY) u cy6aneHAUManbHas ruraH-
ToKneToyHaa actpoumTtoma (CIMA) oTHocAaTcA K npoaBneHnam TCK B ueH-
TpanbHow HepBHon cucteme (LIHC). Mo gaHHbIM pa3HbIX nccnepoBaTenen,
Ty6epbl npu TCK BcTpevatoTca B 51,5-82,2% cnyyaes, cybaneHanmManbHble
y3nbl u COTA -y 47,7-78,2% n 5,8-19,6% naunmeHToB COOTBETCTBEHHO [4-7].
O6bIYHO Yy OHOTO MaLyeHTa NPUCYTCTBYIOT U Ty6epbl, 1 CY No AaHHbIM Heil-
poBu3yanvsaumm.

B LIESIb NCCNEJOBAHUA

M3yunTb npusHakn nopaxeHuna LIHC, accoummpoBaHHble ¢ TCK, y ge-
Ten (o1 0 po 18 net) B Pecnybnuke benapycb B nepuog ¢ 01.01.2015 no
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31.12.2019, ux KOppPENALMIO C BO3PACTOM JMarHOCTUPOBaHNA 3aboneBaHunsa,
0COBEHHOCTN BPEMEHM BbIAIBNIEHUA LiepebpanbHbIX MOpaXkeHWi Npw cnopa-
ONYECKON U cemenHON popmax.

B MATEPWAIJIbl N METOLbI

[na nsyyeHua npusHakos nopaxeHua LHC, accounmnpoBaHHbix ¢ TCK,
B AETCKOM Bo3pacTe Oblfia co3fjaHa 3NeKTPOHHasA 6a3a nauueHTtoB ¢ TCK,
NpoXmBawLWyx Ha Tepputopun benapycn. B Hell nmeetca nHpopmauma o
87 naumneHTax.

[unarHo3 cTaBuAM B COOTBETCTBUM C OOHOBJIEHHBIMU KpUTEPUAMU
2012 r., KoTopble 6blIN pekomeHAoBaHbl MeXxXayHapoaHON KOHCeHCYCHOM
KOoHbepeHLUMen no Ty6epo3HOMY CKNepo3HoMy Komriekcy (International
Tuberous Sclerosis Complex Consensus Conference) [4].

MNpw BbiABNEHUN NaToreHeTUYeCKMX MyTaunii B reHax TSC1 unn/n TSC2
AnarHocTtupoBanca 6e3ycnosHbiin TCK.

MNpwn OTCYTCTBMM BO3MOXKHOCTM MPOBEAEHNA FreHeTUYeCcKoro nccnego-
BaHWA WY NPU €ro oTpULaTeNbHOM pe3yfbTaTe UCMONb30BaNNCh KINHNYe-
CKne Kputepuwm [4].

KnuHuueckun goctoBepHbiii TCK dopmynrpoBsanca npu Hanuumm 2 oc-
HOBHbIX (60NbLINX) NPU3HAKOB 1K 1 6onbluoro 1 2 1 6onee manbix (BTOpo-
CTeneHHbIX) NPU3HaKoB [4].

Y nauneHTOB Npu BeprduKaLmMm anarHo3a UCrnonb3oBanuncs 2 u 6onee
OCHOBHbIX KITMHNYECK/X Mp13HaKa 2 1 6onee nopakeHHbIX CUCTeM, B 60/b-
LUMHCTBE CJlyyaeB OblIM NPU3HAKKU NopaxXeHus Koxu u LIHC.

B 6a3e 6binn 85 MaLMeHTOB C AMArHO30M KIMHWUYECKM AOCTOBEPHOrO
TCK, U3 Hux natonorus reHetTuyeckn BepuduumMpoBaHa y 12 yenoBek, U
2 yenoBeka ¢ AnarHozom 6e3ycnoBHoro TCK 6e3 KNMHUYeCKUx npru3HaKkoB
3aboneBaHus.

CpenHuii BO3pacT NaUMeHTOB Ha MOMEHT OKOHYaHWA NccefoBaHUaA Cco-
ctaBnan 9 net n 7 mecaues [1 mecsu, 17 net 11 mecaues 29 gHen]. U3 Hux 43
(49,43%) manbumka un 44 (50,57%) peBoukn. MeguaHa Bo3pacTa ANarHoCTu-
Kn TCK coctaBuna 1 rog n 4 mecaua [6 mecaues, 6 net n 1 mecau].

Y 80,46% (70 uenoBek) 6bi1a cnopaanyeckas ¢opma TCK, cpeHMIN BO3-
pacT 9 net 1 6 mecaues, y 17 nayneHToB (19,54%) — cemelHble cnyyau, cpea-
HWI Bo3pacT 12 net n 5 mecaues.

YacTb nepBUYHbIX CBefleHMIn 0 naumeHTax ¢ TCK 6biia nonyyeHa B pe-
3ynbTaTe 3anpocoB, OTMNPaB/IEHHbIX BpayaM-neanaTpam 1 JeTCKUM HeBPO-
noram r. MuHckKa u pernoHos Pecny6nukn benapycb. bonee uem B 35% cny-
yaeB NepBUYHbIA ArarHo3 TCK 6bin ycTaHOBMEH NpY 06paLLeHN NaLMeHTOB
no nosogy cumnTomMaTuyeckon snunencum B PHIL HeBponorun n Helipo-
xupyprun. MNpu co3pgaHmm 3neKTPOHHON 6a3bl TakKe Oblfiv UCMONb30BaHbI
JaHHble NauneHTOB, KOTopble COCTOAT Ha yueTe B PHIL geTckoi oHkonoruu,
remaTtonoruv u ummyHonoruu (PHML 4OMmMA).

[lnsa aHanu3a kKnuHnyeckux ocobeHHocTel TCK B LIHC B neTckom Bo3pac-
Te 6bII0 NPOBEAEHO PETPOCMEKTUBHOE 1 MPOCMEKTUBHOE ObGCNeaoBaHme
87 nauneHToB.

Ona Bepudukauun npusHakos TCK B LIHC 6binn BbinonHeHbl MPT-
NCCNefoBaHMA FONIOBHOTO MO3ra C HaMps»XeHHOCTbI0 MarHUTHOro MonA
3 tecna (Tn) n/vunm 1,5 Tn. MP-ugeHTndUKaLma ocylecTBsAnacb B COOTBET-
CTBUMN C peKoMeHZaumaMu cneumannctos MexayHapoaHoOM nNpoTuBo3Nu-
nentuyeckomn nuru [8, 91.
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YyacTKn NOBbILLEHHOW NHTEHCUBHOCTY CrHana B 06i1acTv Kopbl U Noa-
KOPKOBbIX 30H MOAYLIAPUIA FOIOBHOMO MO3ra Ha T2-B3BeleHHbIX unu T2
FLAIR (pemMm MHBEpPCUN-BOCCTAHOBNEHMA C pefyKuMen CUrHana ot CBO-
6OHOIN XNOKOCTWN) N300PaAXKEHNAX BPAYOM-PaANOSIOroM UAEHTUOULNPO-
BasINCb Kak Ty6epbl.

MP-xapaKTepucTrka Ty6epoB BK/toyana Bce MPU3HAKKM, XapaKTepHble
ana GoKanbHbIX KOPTUKaNbHbIX Ancrnasuii (DKL): yBennueHHyo TONLWmHY
KOpbl MO CPaBHEHUIO CO 340POBOI OKPYKaloLLel TKaHbto, U3BUMMHbI 1 60-
PO34KM C aHOMAJIbHO GOMBLIMMM UM MaNleHbKMMU CKNagKkamu, pa3mMbiTyto
rpaHnLy MexXay cepbim 1 6enbim BeLeCcTBOM.

PagnanbHble nuHUK murpaymm Ha MPT Bbirnagenu B Buge NVHWIA aHo-
ManbHOrO CUrHasna, COOTBETCTBYIOLWIErO NO XapaKTepmcTukam curHany ot
Ceporo BeLecTBa, KOTOPbIN PacnpOCTPaHAETCA OT KOpbl [0 natepanbHOn
CTEHKM GOKOBOTFO »eNyfouKa.

Mpw BbinonHeHn MPT CY nmenn xapakTepucTuku, OTIMYHbIE OT KOpPbI
rONOBHOrO MO3ra, a TakXKe OblI0 HaKoMJeHe KOHTPACTHOro BellecTBa B
60NbLUNHCTBE C/lyYaeB Npw OTCYTCTBUM KanbuudurKaumm, n CY 6binm opren-
TUPOBaHbI NEPNEHANKYNAPHO CTEHKaM Xenyaouka.

TpaanumoHHo npu onucaHnm npusHakos TCK B LIHC aBTOpbI XapakTepu-
3yI0T NPY3HAKM MOPaXKEHUs TNa3HOro A60Ka. 3TO CBA3aHO C UOEHTUYHOW
rucronornyeckon ctpyktypom CIMA 1 acTpoumnTapHbIX raMapToM CeTYaTKu
(ArC) y naumeHTos ¢ TCK.

MonyyeHHble B xofe nccnefoBaHWA AaHHble HE UMeNy HOPManbHOro
pacnpefeneHvs, AA CTaTUCTUYECKOro aHanm3a 6bliv MpUMeHeHbl Hena-
pamMeTpuyeckne MeToAbl CTaTUCTUYECKOro aHanusa: Kputepuin MaHHa -
Yuthu (U-Kputepun) — Ana He3aBUCUMbIX TpyMmn, KpuTepuin BunkokcoHa
(T-kpuTepuin) — AnAa 3aBUCMMbIX Tpynn, KpuTepun Kpackena - Yonnuca
(H-kKpyTepun) — anAa cpaBHEHMA MeXAYy HEeCKONbKMMMW rpynnamu, TOUHbIN
Kputepuin Ouiuepa — AnA OLEHKM KauyeCTBEHHOrO MpPU3HaKa, MeTOA paH-
rosoii kKoppenauun CnupmeHa (R) — AnA OLEHKN B3aMMOCBA3N MeXay No-
kazaTtenamu [10, 11]. Pe3ynbtatbhl NpeacTaBnAnUCh B BUAe MenaHbl N UH-
TepKBapTMIbHOro NHTepBana Me (25%; 75%) [10, 11]. Moporosoe 3HauyeHune
YPOBHA 3HAUMMOCTU (p) NpK NPOBEPKe CTAaTUCTUYECKMX MMNOTe3 NPUHATO
3a 0,05 [10, 11]. CraTucTnyeckana o6paboTKa NoyUYeHHbIX Pe3ynbTaToB Bbl-
MoJIHeHa C 1CMOoJIb30BaHNEM NakeTa NpUKNagHbIX Nporpamm «Statistica 10»,
nuueH3na STA999K347156-W.

B PE3YJIbTATbHI

Kny6Hu n paguanbHble AMHUM MArpauun y naymeHToB ¢ TCK

Kny6Hn (tubers) — 310 dokanbHble, Yalle MHOXECTBEHHbIE, MOPOKN pa3-
BMTWA rOSIOBHOrO Mo3ra y nauueHToB ¢ TCK, HaxopATca B Kope 1 NOAKOPKO-
BbIX 30Hax 6ONbLIMX NONYyLWapuiA FOfIOBHOMO MO3ra U Mo3xeuka. OTHOCAT-
ca K OKJ llb Tvna [8], aBnAoTCcA ogHMMK 13 Hanbosiee YacTo BCTPeYaeMblxX
OCHOBHbIX KINHMYecKnx anarHoctnyeckmx Kputepues TCK 8 LIHC. Y nnopa
KNy6HM MoryT 6biTb BeprduLmpoBaHbl € 19-21-11 Hegenw rectaumm npv no-
Mol ynbTpacoHorpadum n/unu MPT ronoBHOro mo3sra, K 36-1 Hefiene nme-
IOT KNETOUHbI COCTaB, COOTBETCTBYIOLMI aHTeHaTabHOMY nepuoay, 1 Hau-
60nee TOYHO onpefenAlTCA NpU HelpoBuyanusauum [12]. Untepec uccne-
noBaTenen K Tybepam o6bACHAETCA TeM, YTO COMNMacHO COBPEMEHHbIM Npea-
CTaBNIEHUAM 3TV 06Pa30BaHUA N NepuTybepasibHan 30Ha ABAAOTCA MECTOM
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VHULMALMN SNUAENTUYECKUX MPUNAAKoB 1N NPUYNHON HEBPOOrNYECKMX U
ncuxmaTpuyeckmx nposasneHnii TCK y nauneHTos. Ty6epbl u IUHUN MUpa-
uun y naumeHToB ¢ TCK Ha MPT ronoBHoro Mo3ra n3obpa«eHbl Ha puc. 1.

B rpynne o6cnegoBaHHbIX NaLMeHTOB Ty6epbl OblIv BbisiBEHbI BO Bpe-
msA npoeegeHua MPT y 93% manbumkoB, Me Bo3pacta obHapyxeHua 1 rog
5 mecaues [6 mecaues, 7 net 5 mecaues], y 95,5% pgesouek, Me 1 rog 4 me-
cAua [6 mecaues, 3 roga 4 mecaual, 6e3 3HauYMMbIX OTANYMIA ANA nona no
KpuTepuio MaHHa — YUTHU 1 TOuHOMY KpuTepuio Quiuepa. B 94,05% cnyyaes
6b1710 OTMEYEHO Hannume KnybHen B 2 nonylapusx, B 5,95% — B 0fHOM no-
NnyLapmm roaoBHOro Mo3ra.

Bo Bpemsa npoBepeHns nccnenoBaHna 8 naumeHToB (9,19%) 6binm npo-
onepupoBaHbl Mo noBoAay GpapmakopesncTeHTHON snunencuu. Mpu rucro-
NOTMYECKOM MCCNefoBaHNM 06pa3LOB, MOMYYEHHbIX B pe3ynbTaTe MHTPa-
onepauvoHHO buoncuy, Bo BCex Ciydyasx Oblivm onpefeneHbl Npri3HaKy

Puc. 1. MHoXecTBeHHble Ty6epbl ¢ paguanbHbiMu AHUAMU murpauuu (MPT u KT ronoBHoro mosra)

Fig. 1. Multiple tubers with radial migration lines (MRI and CT of the brain)
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OKA llb Tna B BMAe: HEYETKMX CNOEB KOPbl, HANMUMA Pa3bpocaHHbIX No
CNIOAM LMTOMEranoTMYeCcKnX aHOMasbHbIX HEMPOHOB, GaNNIOHHbIX KNETOK,
4TO COOTBETCTBYET AAAHHbIM ApYrux aBTopos [13].

Mpwn Bepudmrkauum Ty6epos nposoannca gudodepeHumanbHbIii AUarHo3
c OKJ Il Tuna c gpyrmu manbGopmMaLUAMm KOPKOBOTo pa3BuTUA. B cnyuasx
BbIABNEHNA MHOMXECTBEHHBIX KNY6OHeN ¢ IMHUAMN MUTPaLn B COYETaHUN C
CY w/unn C3T'A 3T0 He NpeAcTaBnAno TpyaHocTe. Hanbonee cnoxHole ana-
rHOCTMYECKMEe BapuaHTbl ObUIM NPV HAaNMYMK Y NaUMEeHTa OAMHOYHOTO UMK
MHOeCTBeHHbIX Ty6epoB 6e3 apyrux npusHakoB TCK co ctopoHbl LIHC 1
OpPYrux opraHoB 1 cucTeM. B Takmx criyyasx nayumeHTam Obina pekomeHAoBa-
Ha reHeTMyeckasa Bepuonkaums.

Cy63neHanManbHbie y3nbl

Cy63neHavmanbHble y31bl (CY) — 5To 06pa3oBaHuA, KOTOPbIE UCXOLAT 13
cy63neHaVManbHON 30HbI (061aCTb, OKPYKaloLLas XKeny[ouku Mo3ra), Haxo-
OATCA pAOOM C XBOCTaTbIM AAPOM (NpuUneraeT K »enyfovkam mMo3ra) 1 OKoso
otBepcTnAa MoHpo [13]. OTHOCATCA K OCHOBHbIM KITMHUYECKUM KPUTEPUAM
TCK B UHC, BcTpeuatotca y 85% 1 6onee naumeHToB, 06bIYHO B COUETaHWM C
Ty6epamu [14]. Y nayuerToB ¢ TCK ngeHTndULMpYoTCA Npy HENPOBM3yanu-
3aummn: MPT ¢ KoHTpacTipoBaHuem ragonvHunem, KT (npu nx Kanbuuduka-
uun); n3obpakeHobl Ha puc. 2.

B Hawwem nccneposaHum CY 6bim BbisiBNeHbl B 80,5% cnyyaes, Me Bo3-
pacTta obHapy»xeHua 1 rog 1 mecay [6 mecaues, 3 roga n 6 mecaues], y 74,4%
manbumkos, Me 1 rog 1 mecay [4 mecaua, 5 net n 3 mecaual, y 86,4% peso-
yek, Me 1 rog 1 mecsau [6 mecsues, 3 roaa], 6e3 3HauMMbIX OTANYKIA ANA nona
no Kputepuio MaHHa — YUTH/ 1 TouHoMy Kputepuio Ouiiepa.

Mpw BbisiBneHmmn CY npoeoanncs anbdepeHumanbHbii AMarHos ¢ nepu-
BEHTPUKYNAPHBIMIA Y3/10BbIMU FeTePOTONUAMM, KOTOPblE N3OUHTEHCUBHbI

Puc. 2. Cy6aneHanManbHbie y3ibl U Ty6epbl ¢ paguanbHbiMmu nanHnamu murpaunn (MPT n KT ronosHoro

mos3ra)

Fig. 2. Subependimal nodes and tubers with radial migration lines (MRl and CT of the brain)
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20

Ccepomy BelLecTBy rofloBHoro Mosra [15]. B cBA3n ¢ Hen3BeCTHbIM BKaAoM
CY B HeBponormyeckmne n NCMxnyeckmne HapyleHus y naumeHtos ¢ TCK 3tn
06pa3oBaHNA He ABNAITCA LieNblo 418 XMPYPrYECKOro fieYeHNrs, a 3HauuT,
1 ANA N3yyYeHna rmMcTonorMyeckon cTpykTypbl. bnarogapa nccnegosaHmam
mo3ra nnogos ¢ TCK Gelot 1 Represa, ony6nrkoBaHHbIM B 2020 1., 6bis10 nog-
TBEPXKAEHO BPeMaA UX NoABNeHUA B Mo3re — ¢ 19-11 rectaLiMOHHOW Hepenw,
OMNMCaH KEeTOUHbIA COCTaB: AUCMOPdHbIE acTPOLUTDI, TMraHTCKME KNeTKn
rManbHOro Tuna, Aucmopduyeckmne, UMTomeranmyeckme HelmpoHbl [12].

B3aumocBA3b MeXay BpeMmeHeM BbisiBneHnA Ty6epos, CY n Bo3pacTom
AnarHoctnkmn TCK y naymeHTOB B leTCKOM Bo3pacTe

[lnA oueHKM B3aMMOCBA3MN MeXAy MoKasaTenamu Bo3pacta AnarHoCTu-
poBaHuA TybepoB 1 Bo3pacTta Bepudrkaumm gnarHosa TCKy naumeHToB 6bin
nprvMeHeH Ko3pPuumneHT paHroBow Koppenauun CnnpmeHa, KOTopbiin co-
cTasunr, 2 0,945969 (Npw HaNUuUUK y NaUMEHTOB SNunencum), r 2 0898645
(npw oTCyTCTBUM B aHaMHe3e y fileTel SNUIenTUYeCKX NPUnagKoB), TeCHoTa
(cuna) KoppenALMOHHOW CBA3M NO WKane Yegnoka cooTBeTCTBYeT BeCbMa
BbICOKOW M BbICOKOW. MonyyYeHHble JaHHble OTpaXkeHbl Ha puc. 3.

B3anmocBA3b mexay nokasatenAmm Bo3pacTa AnarHoctuposaHua CY n
BO3pacTa Beproukaumm auarHosa TCK y naumeHToB 6bina oLieHeHa ¢ NomMo-
Wbto kKo3dPurLmMeHTa paHroBon Koppenauuy CnmpmMeHa, KOTopblii COCTaBWI

L

14

BospacT Aonsdnds-an TyGEpoa, i

i L & L] 12 14 16 16 20

Bodndc T yiTanoaiems Smanoss TOK, ks

Puc. 3. Koppensiuua mexxay Bo3pacTom AMarHoCTMpoBaHusa Ty6epos 1 Bo3pactom Bepudmnkaumum

AnarHosa TCK

Fig. 3. Correlation between the age of diagnosis of tubers and the age of verification of the diagnosis of TSC
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Puc. 4. Koppenauus mexxay Bo3pacTom gnarHoctupoBaHua CY n Bospacrom Bepudukauum gnariosa TCK

Fig. 4. Correlation between the age of diagnosis of subependimal nodes and the age of verification of the diagnosis of TSC

rxy2 0,893963 (Npu HanMuMKU GoKanbHOW SNUSIENCUN), rxy2 1,000000 (npwu oT-

CYTCTBMM aHaMHe3a 3nunencum), TeCHoTa (cuna) KoppenAaLunMoHHON CBA3M N0

wKane Yepaoka COOTBETCTBYET BbICOKOW 1 BeCbMa BbICOKOMN. [MonyyeHHble

[OaHHble OTpaXKeHbl Ha puc. 4.

BblcoKas cvna KoppenALMOHHOW CBA3N MeXAY BO3PacTOM ANArHOCTUKN

Ty6epos, CY n TCK y nauueHToB 06BACHAETCA Crefyowwmm:

1. B nonynAaunMoHHOM nccnegoBaHum B benapycu 93% peteid 6binn ¢ po-
KanbHom snunencuen (88,4% y manbunkos u 97,7% y gesouek). 1o MHe-
HMo 6onbWwKHCTBA aBTOPOB [1, 4-6], 3aHMMatowwmxca n3yveHnem TCK B
[EeTCKOM BO3pacTe, NepBuYHOe obpalleHne K Bpauy pogutenei nauneH-
TOB MPOUCXOAMNT B CBA3M C MOABNEHNEM Y AeTel SNUNenTUYecKnx npu-
NafKoB, KOrAa BbIMOJIHAETCA HENPOBM3yanm3aums.

2. CpefHunii BO3pacT NMaLUEHTOB MO OKOHYAHWUW UCCNefOBaHNA COCTaBUI
9 net n 7 mecaues [1 mecau, 17 net 11 mecaues 29 gHenl, npusHakm TCK
B LUHC Bepudunumpytotca c poxxaeHna n BHyTpUyTPOOHO, KNUHMYeCK e
KpUTEPUM CO CTOPOHbBI APYrMX OPraHoB 1 CUCTEM UMEIOT BO3pacT3aBu-
CMMbIV XapaKTep.

Ty6epbi 1 CY y naLneHTOB € CeMeliHbIM U Cnopajuyecknm BapuaHTamu

Mpy n3yueHun Bo3pacTa AUArHOCTMPOBAHUA Ty6epoB Y MaLUEHTOB C
cemeliHoi dopmon n co cnopaguyeckum sapmaHTom TCK 6biiv nonyyeHbl
cnegytowme pesynbTaTbl:
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Baypact rvbepu

— cnopagunyeckuin BapuaHT — Me Bo3pacTa BbiABfieHVa 1 rog 4 mecaua

[6 mecAueB, 3 roga 3 mecAual;

— cemeliHasa ¢opma — Me Bo3pacTa ngeHtudurkaumm 8 nert [1 rog 8 mecs-
ues, 12 net 11 mecauen].

Bbiny nonyuyeHbl cTaTMCTUYECKM 3HaUYMMble pasnnuma no U-kputepuio,
p - 0,0095. MNMonyuyeHHble AaHHble OTOOpPaMeHbl Ha puC. 5.

Mpw n3yueHun sBpemeHun Beprduxkaumnm CY y naumeHToB C ceMeliHOM
dopmoit 1 co cnopagmyeckum BapraHTom TCK 6b1nu nonyyeHsbl cnegyiolime
JaHHble:

— cnopaguyeckunii BapuaHT — Me Bo3pacTa BbiaBneHua 11 mecaues [6 me-
caues, 3 rogal;
— cemeliHaa ¢opma — Me Bo3pacTa maeHTdMKauum 5 net n 8 mecaues

[6 mecAueB, 13 neT 5 mecAues].

CTaTucTmyeckn 3Hauumbix pasnuunin no U-kputeputo (p — 0,058) nony-
YeHo He 6bino.

Bospact gnarHoctukm TCK y naumeHToB Npu OTAroWEHHOM ceMeiHOM
aHamHe3e 1 Npuv crnopaanyeckor ¢opme B Hallem UCCIefOBaHNN UMeN Ta-
Kne XxapakTepucTuKku:

— Cnopagunyeckuin BapuaHT — Me Bo3pacTa Bepudukauum gmarHosa 1 rog

2 mecsua [6 mecaues, 3 rofa 6 MecALeB];

-
>
'
- 0O
a
——

B Megnana

L] #5=75%
i 0 [ Pasmax Ges oo

Cinopaguesn: i cryual = | O Bebpod

Comeninm Bopua - 0 * KpIAHME TOY K

Puc. 5. lnarpamma Bo3pacra BbifBJIEHNA TY6epoB y NaLeHToB ¢ cemeliHoli ¢opmoii
1 co cnopaguyeckum sapmnavtom TCK

Fig. 5. Diagram of the age of detection of tubers in patients with familial form and with a sporadic variant of TSC
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— cemeliHasa ¢opma — Me Bo3pacTa AMarHOCTMPOBaHWA 7 net 8 mecALes

[2 ropa 5 mecaues, 11 net 8 mecsaues].

MmeloTca CcTaTMCTUYECKM 3HauMMble Pasnnuma no Kputepmio MaHHa —
YutHu, p - 0,0036.

O6bsicHeHVe 6onee Mo3nHUX CPOKOB BbIABMEHMA MPU3HAKOB Nopaxe-
HunAa UHC n anarHoctukn TCK y naymeHToB € cemeliHon $opmoii: B nccne-
[OBaHUM y4acTBOBaNM MaLMEHTbI, Y KOTOPbIX Guonornyeckre poaunTenu
XapaKkTepu3oBanncb acouunanbHbIM NOBeAEHNEM, YaCTbIMU CMEHAMW MecTa
NPOXMBaHUA, NOCNe Nepefayn AeTel B NPYeMHble CEMbW OHM Oblnv MOJTHO-
LileHHO 06cnefoBaHbl 1 6bl1 ycTaHOBMEH AnarHos TCK.

Heliposusyanunsauma (MPT ronosBHoro mo3sra) BbinosiHANaCb NauMeHTam
B BO3pacTe A0 3 neT, 6b1n NosyyeHbl IOKHOOTPULIATENIbHbIE pe3ynbTaThl.
ITO CBA3aHO C TeM, YTO OT 2-3 MeCALEB »KNU3HW O OKOHYaHWA npoLecca Mu-
ennHn3aumm (NnprmMmepHo 3-4 ropa) ¢okasnbHble KOPTUKabHble ANCNIa3ny,
B TOM Uncne U Ty6epbl, MOTyT ObITb MPAKTUYECKN HEOTAIMUYMMbI OT OKPY»Kato-
el HopManbHOW TKaHK Mo3ra [14]. AunarHo3 TCK 6611 BepndurLmMpoBaH no-
cne KoHTponbHol MPT B 6onee cTapluem Bo3pacTe.

3T0 06DBACHAEGTCA TaKXe Hey[OBIeTBOPUTENIbHbIM KaueCTBOM BbIMOJ-
HEHHbIX MCCNefOBaHUA U3-3a HEraTMBHOFO OTHOLUEHUA PoauTenein K Bbl-
nonHexnnio MPT-uccnefoBaHus ¢ NpUMeHeHeM obLLeli aHeCcTe3un; Hepo-
CTaTOYHOWN OCBEAOMIIEHHOCTbIO MeWLMHCKOrO nepcoHana O MposABMeHn-
ax TCK Kak B AeTCKOM BO3pacTe, Tak 1 Y B3pOC/bix naymeHToB. OTMeyeHbl
4 cnyuas Bepndukaumm TCK y pogutenein nauneHToB nocre ycTaHoBEeHNA
amnarHosay geten.

Ocobblii UHTepec NpeacTaBaAioT naumneHTbl ¢ TCK 6e3 KNMHUYeCKux npu-
3HAKOB CO CTOPOHbI OPraHOB U CUCTEM, Y KOTOPbIX 6e3YCNIOBHbIN AUArHO3
OblN1 YyCTAaHOBMEH Nocnie 06Hapy>KeHUA MaTOreHHbIX MyTauuin B reHe TSC2.
CekBeHMpOBaHMe HOBOro nokosneHusa (next generation sequencing, NGS)
6b1710 BbINOMHEHO B CBA3W C HaNMUYMEM Y NaLMEHTOB SNUNENTUYECKMX NpK-
nagkos. Mocne goobcnenosaHna no metopy CaHrepa NAEHTUYHbIE MyTaLMK
66111 06HapyxeHbl y poanTenen. KnnHuyecknx npusHakos TCK y poawuTe-
Ne He OTMeYeHo.

OrpaHuuyeHna meTofa: B HalleM UCCNefoBaHMM K CeMENHbIM CllyYasm
OTHOCMNINCb CEMbM, B KOTOPbIX Y pebeHKa u HGronornyecknx pogutenem
Nno KNUHUYECKM Kputepuam 6bin BepudurumposaH TCK. Bcem pogutenam
naLmneHToB MUccefoBaTeslb PEKOMEHA0BAN fJ006Cnef0BaHMe, YaCTb U3 HUX
He 06CyJanu nonyyeHHble pe3ynbTaTbl C UCCIEAOBATENEM MO JINUHBIM CO-
obpaxeHusam. [eHeTnyecKan BeprdUKauma NpoBoAniack CEMbAMU AeTel
¢ TCK 3a cobcTBeHHble cpeactBa, NGS 6b110 BbiNonHeHo y 15 nauneHToB
(17,24%), B 10 cnyyasax 6bino npon3BefeHo cekBeHMpoBaHue no CaHrepy
y BCEX UNIEHOB CcemMel, Y 2 nauMeHToB Obin cemeiiHbIn BapuaHT. Bo3MOXHO,
npv NPoBeAeHNY reHeTMYeCcKoro Ao06CNefoBaHNA BCeX CEMEN NaLMeHTOB
¢ TCK cooTHOLIeHrEe MeXaY CMopainyecKon 1 cemenHor popmamu 66110 Obl
WHbIM — BEPOATHO, Y POAUTeNeli B 60/blueM KonnyecTse Obinu Obl BbISIBNEHDI
obpycT-dopmbl TCK.

CoOrA

C3lA oTHocuTCA K po6poKauecTBEHHbIM HOBOOGpa3oBaHuAM | Tuna,
TpaHchopmupyetca m3 CY npumepHo y 20% nauWEHTOB, rMCTONOrnye-
CKMX MapKepoB, no3sonsalowmnx panuunte CY n C3MA, B gaHHoe Bpems
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Puc. 6. MPT C3IA, CY n Ty6epbl y nauymneHnta ¢ TCK

Fig. 6. MRI of SEGA, SN and tubers in a patient with TSC
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He cywecTtyeT. COlA xapakTepusyeTca akTVBHbIM HaKoMIeHneM KOHTpacT-
HOro BellecTBa BO BpeMA HeWpOoBM3yanmsauuu, AMarHoCTUpyeTca npu
[IOKa3aHHOM YBeJIMYeHnn pa3mMepoB BO Bpemsa nocneposaTesibHbix MPT-
nccnefoBaHMN FOSIOBHOMO MO3ra U Npu Hanbornbluem grnametpe obpa3oBa-
HMA oT 10 mm. Hanbonee 3HauMMbIM KpuTeprem B faHHOE BPeMs, Mo MHe-
HWO0 GONbLUMHCTBA aBTOPOB, ABAAETCA NPOJOMKEHHbIN pocT [13]. Mpwu no-
kanusaumm C3IA pagom c otBepctnem MOHpPO yBennymBaoLanca onyxosb
MOXeT 6/I0KMPOBATb MOTOK JIMKBOPA M BbI3BaTb OKKJTHO3MOHHYI0 ruapoleda-
NNIO C BbICOKUM PUCKOM NeTasIbHOro Ucxoda AnA naumeHTa. B Takux cnyyasx
onepatuBHOE JleyeHne OCyLeCTBAATCA NO SKCTPEHHbIM NoKasaHuAaM. Ha
puc. 6 npegctaBneHbl CIMA, CY u Tybepbl Ha MPT ronosHoro mosra y nauu-
€HTa B IeTCKOM BO3pacTe.

Cpepan peten ¢ TCK B Pecny6nuke benapycb COMA 6binv onpefeneHbl y
28,7% naumneHToB, Me Bo3pacTa BbiABneHUa 9 net [3 roga n 2 mecaua, 11 net
1 8 mecsues], y 20,9% manbumkos, Me Bo3pacTta obHapyxeHus 8 net u 1 me-
cauy [9 mecaues, 12 net n 11 mecaues], y 36,4% gesouyek, Me 9 net [4 roga n
1 mecau, 11 net], 6e3 3HaUMMbIX OTAINYUNIA ANA Nona no KpuTeputo MaHHa —
YWTHW.

Mo noeogy C3TA 66111 NpooneprpoBaHbl 6 YenoBek (26,09% 13 cnyJyaes
AnarHocTrpoBaHHbIx CIMA), Me Bo3pacTa onepaTMBHOrO neyeHna 9 net u
7 mecsaueB [2 mecsaua, 16 net n 5 mecsiues]. OanH naymeHT 6biN Npoonepu-
poBaH ABaXKAbl.

B Pecnybnuke benapycb nop HabniogeHvem cneumanuctos PHIL
[0 HaxopAaTcA 8 NaLmMeHTOB, KOTOPbIE NOYYaloT TapreTHyo Tepanuio —
sBeponumyc no nosogy C3TA, accounnposaHHon ¢ TCK, B cyTouHom fose
OT 5 Mr Ha M? MJIOLWAAN Tesa NPy KOHLEHTpaLuy B KPOBM 3BepOsIMyca B
AunanasoHe ot 3 Ao 15 Hr/mn, 6e3 NpusHakoB npopokeHHoro pocta C3MA B
cpefHeM B TeyeHune oT 12 go 36 mecaues.
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AcTpouuTapHble raMapTOMbl CEeTYATKN U XOpNoOpeTNHabHble ovarn
AenurmeHTauumn

AcTpoumnTapHble raMapTOMbl CETYATKM OTHOCATCA K OCHOBHbIM (605b-
LWnM) ArarHoctTuyecknm Kputepmam TCK, moryT BcTpeyaTtbea y 50% naum-
eHToB [4, 15]. 3TO onyx0sfib B CNOE HEPBHbIX BOJNIOKOH CeTYaTKM, 06bIYHO
CO CTaLMOHAPHbIM TeYeHneM, NO FMCTONOrMYECKOMY COCTaBY MAEHTUYHaA
C3TA B ronoBHOM Mo3re, accounmpoBaHHom ¢ TCK [4]. B meguumHckon nute-
paType ecTb onncaHne eauHNYHbIX cydyaeB AlC c arpeccrMBHbBIM TeYEHEM B
paHHeM JeTCKOM BO3pacTe, MPMBOAMBLUMX K BTOPUYHOW OTCIONKe CeTYaTKu
N HEOBAaCKYNAPHOW rnaykome, KOTOpble 3aBepLUMnCh SHyK/eaumnen nopa-
eHHoro rnasa [15].

XopropeTuHanbHble ovarn genurMmeHTaLmMm oTHOCATCA K AONONHUTENb-
HbIM (ManbiM) AnarHocTuyeckum Kputepuam TCK, umetoT Bo3pacT3aBUCH-
MbI xapakTep [4].

B Hawem rnccnenoBaHum opTanbmMonormyeckmne NPUsHaky oLeHNBaNnCb
C nomouibio npaAmoln odTanbMOCKOMNNK, YNbTPa3ByKOBOrO UCCiefoBaHUsA
rnasa, GIOMMKPOCKONNYECKOTO UCCIefoBaHUS C UCMOMIb3OBaHUEM Luese-
BOW namnbl nop obuien aHecTesnen.

AT'C obHapy»eHbl Y 26 naumeHToB (29,89%), C AByCTOPOHHMM pacnono-
XeHrem y 14 yenogek (16,09%), c NopakeHnem OfHOrO ra3Horo s16/10Ka y
12 peten (13,79%). BoisaiBneHbl AIC y 14 manbunkos (32,55%), Me Bo3pacTta
BblABeHNA 6 net 1 9 mecaues [3 roga n 9 mecaues, 10 net n 4 mecaual, y
12 peBouek (27,26%), Me Bo3pacTa obHapyxeHuA 8 neT 1 4 mecaAua [6 net n
2 mecAaua, 11 net n 6 Mmecaues], 6€3 3HaUMMbIX OTINYMIA ANA NONa MO KpuTe-
puio MaHHa - YUTHW.

XopuropeTnHanbHaa genurmeHTauusa onpeaeneHa y 6 yenosek (6,89%).
B 3 cnyuaax (MaumeHTbl »XeHCKOro nona) BblABNEHbl YHUIaTepanbHble KO-
no6ombl papyxku (3,45%). Jpy3bl 3pUTeNbHOrO HepBa B NPaBOM rfla3HOM
Abnoke BepudnLmposaHbl y 1 naymeHTa (Manbuumk) (1,15%).

MpoBefeHre opTanbmMonormyecknx ocMoTpoB naumneHTos ¢ TCK B geT-
CKOM BO3pacTe 3aTPyAHEHO B CBA3M C COMYTCTBYIOLWUMM OCOBEHHOCTAMM
ncmxopeyeBoro passuTuA (yMCTBEHHaA OTCTanocTb y 51,72% nauyumeHTos)
1 HapyLIeHMAMY NOBeAEHNA ayTUCTNYECKOro crneKkTpa (B 44,83% cnyyaes).

B ObCYXAEHUE

MonyueHHble cBefeHUA 0 Bo3pacTe BbiABNeHUs Tybepos, CY n CITA, ¢
yyeToMm nona nauneHTos, y aeTeli ¢ TCK B Pecny6nuvke benapycb B OCHOBHOM
KoppenupytoT ¢ pesyfbTaTaMn UccnefoBaHuUii, onybnnkoBaHHbIMI B MeAU-
LMHCKoW nutepatype. MNpn cpaBHEHUN pPacipOCTPaHEHHOCTN NPOABMIEHUN
TCK B LIHC y petein B ®epepatmBHoi Pecnybnuke lfepmanua (OPl) Ha oc-
HOBaHWM AaHHbIX, ony6nMKoBaHHbIX B 2018 1. [7], u B Pecnybnuke benapycb
noJsly4yeHbl JOCTOBEPHbIE Pa3nnyna No TouHoMy KpuTepuio Ouwepa no Ha-
nunumio y naumeHToB C3IA, Ty6epos 1 CY. CpaBHUTENIbHAA XapaKTepuCcTUKa
LepebpanbHbIX NPOABMEHWI Y NaLMeHTOB AeTcKoro Bo3pacta B ®PI n B Pe-
cny6nuke benapycb npeactaBneHa B Tabn. 1.

3TO MOXHO OOBACHWUTL BK/IIOYEHVEM B MCCNEfOBaHKe, NpoBeAeHHoe
B OPI, 26,7% nauueHTOB C BO3MOXHbIM AmarHozom TCK (B Pecny6nuke
Benapycb B nccnepoBaHvie GblIM BKAOYEHbI MALMEHTbI TONBKO C KIWHW-
yeckun poctoBepHbiM AnarHozom TCK), cpefHMM BO3pacTOM BKJIIOYEHHbIX

«Hesponorusa n Herpoxupyprua. Boctounaa Espona», 2021, tom 11, N2 4

ot

477

el

By



lMopaxeHne HePBHOM CUCTeMBbI, accoummpoBaHHoe ¢ TCK, B aetckom Bo3pacte. Co6CTBEHHbIE HabNOAEHNS

Ta6nuua 1

CpaBHUTeNbHaA XapaKTepUCTMKa pacnpocTpaHeHHOCTH LepebpanbHbix npoasneHuit TCKy aetei

B OPI' n B Pecny6nuke benapycb

z:lr)l:i;rative characteristics of the prevalence of cerebral manifestations of TSC in children in Germany and in the Republic of Belarus
Kputepuin Fepmannsa Benapycb p
Liepe6panbHble NposBieHNA
CorA 5/86 (5,8%) 25/87 (28,73%) 0,0001*
Ty6epbl 44/86 (51,5%) 82/87 (94,25%) 0,0074*
Cy63neHaumanbHble y3nbl 41/86 (47,7%) 70/87 (80,46%) 0,023*
lamapToMbl ceTyaTKm 5/86 (5,8%) 26/87 (29,9%) 0,0003*

MpuMeyaHme: * pa3nnuma JOCTOBEPHbI MO TOUHOMY KpuTeputo Ouiiepa.

Ta6bnuua 2

B McCnefoBaHMe NauneHToB 6 MecAueB (gManasoH: OT 5 MecAueB [0 POX-
ZeHus fo 197 MecsLeB »U3HU), NPOCMEKTUBHBIM XapaKTepoM HabnoaeHns
B TeueHve 2 net B OPI — 60/bWMHCTBO McCnefyemblX BbINMOHANN HENpo-
BM3yanu3aumio B Bo3pacTe A0 3 neT, B 3TOM BO3pacTe BbICOKa BEPOATHOCTb
nonyyYeHnA NOKHOOTpULLATENbHOMO pe3synbTata [14].

B 2017 r. 66111 ony6nvkoBaHbl AaHHble PeecTpa Ty6epo3HOro cknepo-
3a ANA MNOBbllEHNA oCcBeAoMIeHHOCTM o 6onesHsax (TuberOus SClerosis
registry to increase disease Awareness (TOSCA)), B KOTOpbIi1 Obinv BKiloYe-
Hbl cBefeHusA o naumneHTax ¢ TCK u3 170 ueHTpoB u3 31 cTpaHbl [6]. CpegHuin
BO3pacT nauuneHToB coctasun 13 net (gnanasoH 0-71), n3 Hux 63,3% — na-
LMeHTbl AeTckoro Bo3pacta [6]. MNpu cpaBHeHUn gaHHbiXx TOSCA 1 faHHbIX
3NUAEMUNONOTMYECKOro nccneaoBaHusa B Pecnybnuke benapycb nonyuyeHbl
JOCTOBEPHbIe pa3nuuns no X? npy CpaBHeHWM MoKasaTesei pacnpocTpa-
HEHHOCTM raMapTOM CeTYaTKU. PacnpocTpaHeHHOCTb LiepebparnbHbIX Npo-
asneHun TCK, npn3HaKkoB Nopa)eHua rnas y nauneHTos no gaHHbim TOSCA
n B Pecny6nuke benapycb oTpaxeHa B Tabn. 2.

bonee BbicOKasa pacnpocTpaHeHHOCTb FAMAPTOM CeTHYaTKM Y NaLMeHTOB
B Pecny6nuke Benapycb, BO3MOXHO, CBA3aHa C NpUMeHeHreM 6MOMMKPO-
CKOMUYECKOro UCCNeaoBaHMA C UCMONb30BaHUEM LLEeNeBON laMnbl Noa 06-
Wwen aHecte3smen y geteii ¢ TCK.

CpaBHUTeNnbHas Xxapakrepuctuka npoasnenuiit TCK B LLHC n B rnasHbix A6nokax no gaHHbim TOSCA

n B benapycn

Table 2

Comparative characteristics of TSC manifestations in the central nervous system and in the eyeballs according to TOSCA data

and in Belarus

Kputepun TOSCA Bbenapycb p
Liepe6panbHble NposBiieHnA

CarA o 18 net,410/2093 (19,6%) | 25/87 (28,73%) 0,1
Ty6epbl 1721/2093 (82,2%) 82/87 (94,25%) 0,38
Cy63neHagumanbHble y3nbl 1636/2093 (78,2%) 70/87 (80,46%) 0,86
lamapToMbl ceTuaTkm 294/2093 (14,0%) 26/87 (29,9%) 0,0009*

MpumeyaHne: * pPa3nnymnAa [OCTOBEPHbI MO TOYHOMY KpUTeputo (Dmmepa.
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1. Y naumeHToB AeTckoro Bo3pacta ¢ TCK, npoxwusatownx B benapycuy,
BMnepBble M3yyeHa snugemmonorna LepebpanbHbIX KNIMHUYECKMX Kpu-
TepueB 1 npusHakoB TCK B rnasHom s65oke. OnpepeneHa Koppenauus
MeXay BpemeHeMm BbisiBfieHns Tybepos, CY 1 BO3pacToM ANArHOCTMPO-
BaHusA TCK. M3yueHbl 0cOBEHHOCTY HEBPONIOTMYECKUX MPOABEHUNI NpU
OTAroLEeHHOM CeMeiHOM aHaMHe3e 1 criopaanyeckoin opme, NPUYUKHBI
nosaHen anarHoctukm TCK.

2. Ty6epbl 6binv BbiABAEHbI Y 93% ManbunkoB, Me Bo3pacTa 06HapyeHUs
1 rog 5 mecaues [6 mecaues, 7 net 5 mecaues], y 95,5% fesouek, Me
1 roa 4 mecAua [6 mecaues, 3 rofa 4 mecaual, 6e3 3HaYMMbIX OTANYNIA
ANnA nona no Kputepuio MaHHa — YUTHU 1 TouHoMy KpuTepuio Puiwepa.
B 94,05% cnyuaes 6bifio OTMeYEHO Hanmuure KnybHel B 2 nonyLwapusx, B
5,95% - B ogHOM nonyLLapun roloBHOro Mo3sra.

3. CY 6binm ngeHtnéuumpoBanbl B 80,5% cnyyaes, Me Bo3pacTta o6Hapy-
XeHus 1 rog 1 mecau [6 mecaues, 3 roga 1 6 mecaues], y 74,4% Manbuu-
koB, Me 1 rog 1 mecay [4 mecAua, 5 neT n 3 mecaual, y 86,4% peBouek,
Me 1 rog 1 mecay [6 mecsiues, 3 rogal, 6e3 3HauUUMbIX OTINYUIA ANs Nona.

4. C3TA 6binu onpepeneHsbl y 28,7% nauneHToB, Me Bo3pacTa BbisiBlIeHNA
9 net [3 roga 1 2 mecaua, 11 net n 8 mecaues], y 20,9% manbunkos, Me
8 net n 1 mecauy [9 mecaues, 12 net n 11 mecaues), y 36,4% fesouek, Me
9 net [4 ropa 1 mecsau, 11 net], 6e3 3HaUMMbIX OTINYKIA ANs MoNa.

5. CBepeHusa o Bo3pacTe BbisiBfeHuA Tyb6epos, CY u C3TA, ¢ yueTom nona
nauneHToB, y geten ¢ TCK B Pecny6nuke benapycb B ocHoBHOM Koppe-
JIMPYIOT C pe3yrbTaTaMm UCCnefoBaHUii, onybnnMKoBaHHbIMI B MEAULIMH-
CKOW nuTepatype.

6. [Npu cpaBHeHuK pacnpoctpaHeHHocTy npoasneHnin TCK B ULHC y petein
B OPI 1 B Pecny6nuke benapycb nosyyeHbl AOCTOBEPHbIE Pa3InYnA Nno
TouHOMy KpuTeputo Quiepa no Hanuuuio y nauneHtos C3IA, Tybepos 1
CY. DTO MOXXHO O6BACHUTDL CPEAHUM BO3PACTOM BKJIOUEHHBIX B UCCIIe-
foBaHue nauneHToB B OPI (6 MecALeB), NPOCNEKTUBHbIM XapakTepom
HabnofeHVA B TeyeHne 2 neT 1 BO3PacTOM BbIMOSIHEHWA HeipoBM3ya-
nu3auumn go 3 nert.

7. MNpw cpaBHeHnn paHHbIx TOSCA 1 3NMaemMmnonornyeckoro nccnegosa-
HuA B Pecnybnuke benapycb 6biny nonyyeHbl JOCTOBEPHbIE Pa3nnyna
no X?> Npu CpaBHEHUU MOKa3aTeNieil PacnpPOCTPAHEHHOCT! FraMapToOM
CeTyaTKU, BO3MOXHO, B CBA3M C NPUMeHeHeM BUOMUKPOCKOMNNYECKOro
nccnefoBaHWA C UCMOMb30BaHMEM LLesieBO Namnbl noA obLen aHecTe-
3unen y geten ¢ TCK B benapycn.

8. bblna BbiAiBNEHA BbICOKAA CUN1a KOPPENALMOHHOWN CBA3W MeXIy BO3pac-
TOM AnarHoctuku Ty6epos, CY n TCK y nayneHToB. OTU faHHble 06bsAC-
HSIIOTCS HANIMUMEM B UccnenoBaHun 93% aetein ¢ pokanbHOWM anunen-
Cuen, Npu KoTopoi o6s3aTesibHO BbLIMOHAETCA HelpoBU3yanu3aums,
a Takxe Tem, yto npusHaku TCK B LUHC Bepudurumupytotca ¢ poxxaeHnsa u
BHYTPUYTPOOHO, KNUHNYECKE KPUTEPUM CO CTOPOHBI APYrMX OpraHoB
MMEIOT BO3PacT3aBUCUMbI XapaKTep.

Bknap aBTopoB: benaa C.A. - coctaBneHve 6a3bl AaHHbIX NALNEHTOB C

Ty6epOo3HbIM CKNIepo3HbIM KoMMnekcom B Pecnybnivke benapych B feTCKOM
Bo3pacTe ¢ 2015 no 2019 r.,, cTatucTMyeckas obpaboTka, aHanns, BbIBOAbI,
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