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EJVUHWUYHBIM NMMPUMEP TYBEPO3HOTO CKJIEPO3A
N ITNATHOCTHUYECKUE KPUTEPUUN

AHHOTALUA

Ha npumepe KAMHMYECKOro cnyd4yas MNOOHWUMAETCH akTyalbHblA BOMPOC O AMArHOCTUYECKUX KpuUTepusax Tybe-
PO3HOr0 CKIEPO3HOro KoMmnaekca, HeOoOXOAUMbIX AN NPaBUNbHOW MOCTAHOBKW KAMHUYECKOTrO AMArHo3a, u
COBPEMEHHbIX MPEeACTaBieHNsAX NO OaHHOUW TemMe. PaccmaTpuBaloTCs HOBble AaHHble O MexaHuM3max natoreHesa
Ty6EpPO3HOro ckiepo3a M OCHOBHbIX MyTauusax B reHax TSC1 un TSC2, nokanuaywouwmxca B xpomocomax 9 n 16
COOTBETCTBEHHO, JieXalnx B OCHOBE [AHHOW naTtofiorum. YCTaAHOBAEHO, 4YTO AucdyHkuumsa reHoB TSC1 u TSC2
BefeT K MOpdpoNnorm4eckuMm M3MEHEHUSIM HEeWPOHOB U HEeWpoMeamaTOpHbIM HapyweHuam. PaccmoTpeHbl dyH-
Kunum 6enkoB ramapTuH M TyOepuH Kak 4acTb €CTECTBEHHOW MPOTMBOOMYXONIEBOW CUCTEMBbI. Y4MTbiBasS MHOroo6-
pasve KJIWHUYECKMX NPOABMEHWUIA, ONUCaHbl AUCKYCCUOHHblE BOMPOCHI AOCTOBEPHOCTW KputepueB TyO6EpO3HOro
ckneposa komnnekca. OTMeYeHO, 4TO Kjlaccumyeckas Tpuvaga NpPM3HAKOB B BUAE CYLOPOr, YMCTBEHHOW OTCTaNlOCTU
n «adenoma sebaceum* Ha CerogHsWHWA AOEHb CYMTAETCA ycTapeBwel. BbisBNEHO, 4TO AMArHO3bl «3dNuien-
Cusl», «yMCTBEHHAsl OTCTANOCTb» U «ayTU3M» OOJIKHbl BbICTABAATLCA HE KAk OCHOBHble, a KakK COMyTCTBYOLLME.
Ona HarnsggHOCTU KJAMHUYECKUE MPU3Hakm TyOepOo3HOro CKNepO3HOro komMnnekca, npefacTaBneHbl B Buae Tabnu-
ubl. loka3zaHa koppenauuss Mexay KONMYeCTBOM AMArHOCTUYECKUX KPUTEpUeB M LOCTOBEPHOCTbID AMarHosa.
MpuBefeH KIAWHMYECKUA cnyyalh C AMArHO30M «TybHepo3Hbli CkNepO3HbIA komnnekc». OToOpaxeHbl AaHHble
aHamMHe3a, CoOMaTU4eckoro M HeBPOJIOrMYECKOro crtaTyca, ykasbiBallwme Ha paccmatpusaemyto Hosonoruio. lNpo-
BELEHO MEOMUKO-TeHEeTMYEeCKOE KOHCYNbTUPOBaHWE W BbIIBAEHA OTArOWEHHAas HaCNeACTBEHHOCTb MO TyOGepoO3HO-
My cknepo3y B ceMbe. CTaTbsli COAEPXUT OaHHble WMHCTPYMEHTaNlbHbIX METOLOB WCCNEANOBaHUA (9NeKTPO3HLe-
danorpadunn, axokapgmnorpadumm, KOMMNbIOTEPHON ToMOrpadum M MarHUTHO-PE3OHAHCHOW ToMorpadum ronoBHO-
ro mosra). HarnsagHo npencrtaBieHbl MOPPONOrMYEeCKME U3MEHEHUS TOJIOBHOIMO MO3ra B BuAE KOPKOBbLIX TyOepoB
Ha MpMMepe MarHUTHO-pe30HaHCHOW Tomorpadumum naumeHta T. O606OLLEHBI KAMHUKO-AMATHOCTUYECKUE KpuUTe-
pun, NO3BONSAIOWME YCTAHOBUTbL HECOMHEHHbI AMarHo3 Ty6epo3HOro ckieposa.

KniouyeBble cnoBa: Ty6epO3HbI/i CKIEPO3HbI Komnnekc, reHbl TSC1 n TSC2, ramapTtuH u Ty6epuH, KOPKOBbIE

Tybepsl.

Bseuelme. Tybepo3HbIl CKJIEPO3HBIA KOMII-
JIEKC - 9TO TOJUCUCTEMHOE, TEHETUYECKH Jie-
TEPMUHUPOBaAaHHOE 3a00JieBaHNE C ayTOCOMHO-MO-
MHWHAHTHBIM HacJIeJOBAaHUEM W BapuaOeTbHON 3K-
CIIPECCUBHOCTHIO, OTHOCSIIMICS K TpyrmIie Helpo-
KOXHBIX CMHIPOMOB, C TMOPaXeHUEM TOJIOBHOTO
MO3ra, KOXH, a3 U BHYTPEHHUX OPraHOB, B BUJE
N00pOKayeCcTBEHHBIX omyxosed (ramaptom) [1].
ITaTorene3 u reHeruka. TyOepO3HBIN CKIle-
pO3 pa3BUBaeTCs B pe3yibTaTe MYTallMil B TeHax
TSC1 (xpomocoma 9q34) TSC2 (xpomocoma
16p13.3). HekoTopble aBTOpPHI CUMTAIOT, YTO TI-
xenble GopMbl TyGEpO3HOro ckjiepo3a yaie Obl-
BalOT CTIOPaAMYECKUMHU, TOT[Aa KaK JeTKue (HopMbl
3a0o0yieBaHUs 0ojiee CKIOHHBI K CEMEWHOMY Mpo-
sgpiaeHuto [2]. Uucno cnopaguyecKkux cily4aeB Co-
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crasnsger 50-70 % [3]. Benku - MpoOOyKTHl T'€HOB
TSC1 u TSC2 ramapTuH 1 TyOepyH B HOpME TIpea-
CTaBJISIIOT COOO €CTECTBEHHBIE TE€HBI-CYMPECCO-
pHI OITyXOJIEBOTO pocTa. B pesynbrare mx moBpex-
JeHWST TIPOUCXOIUT aKTUBAIUS IMYTH CUTHAJIbHOU
nepemaun PI3K/Akt/mTOR, 9T0 mpuBOZUT K poc-
Ty W mpoiudepaunu KieTok. beiku ramapTuH u
TyOepWH 3KCIPECCUPOBAHBl B PAa3IMUHBIX OpPTraHax,
BKJIIOYAsT TIOYKM, TOJIOBHOW MO3T, JIeTKUE W TIOIKe-
nynouyHylo xenedy. [Ipu morepe ¢pynkumu TSCI1/
TSC2 B HeiipoHax rMIMOKaMIia HAOTIONAIOTCS yBe-
JIMYeHNUe pa3MepPOB TeJ HEMPOHOB, aHOMAUK KO-
pEIKOB AEHAPUTOB, YCUJEHUE TJayTamaT-3pru-
yeckoii HeiipoTpaHcmuccuu [3, 4]. Dxcnpeccus
MOHOTPOITHBIX PEIENTOPOB K TIyTamary Habmoma-
€TCSl B aHOMAaJbHBIX KJIETKax TyOepoB, UTO BeleT
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K TTIOCTOSIHHOMY COCTOSIHWIO TMIIEpBO30OYIMMOCTU U
rubenu HeilpoHOB [5]. Takum obGpa3zom, MyTalluu B
JNIaHHBIX TeHax yepes3 Hucxoasuue ahdekTopbl Hel-
POHHBIX U CUHANTUYECKUX CTPYKTYP U HEMPOHHOM
rnepenayv MOIyT MPUBOIMUTH K ajibTepallMsiM B He-
PBHO#1 cuUcTeMe, 4TO MpOSABAsSeTcS AucbaraHCcOM
MEXIy MpoleccaMu BO30YXIEHUS U TOPMOXEHUS,
BeIeT K BIUJIENCUM, YMCTBEHHON OTCTaJllOCTU M
aytusmy [6].

Kinunuyeckas kKaptuHa. Jlojroe Bpemsd
€IMHCTBEHHOU OOLIENPUHSITON B KIMHUYECKOU -
arHocThke TyOEepo3HOTO cKJjepo3a Oblia Tpuaga
npusHakoB (1908, H.Vogt): cynoporu, ymcTBeHHasi
orcrajiocTh U «adenoma sebaceum» [7]. OmHako
HEKOTOpbI€ U3 MPU3HAKOB MOSIBJISIIOTCS JIMIIb B CTa-
Y pa3BepHYTHIX KITUHUYECKUX MPOSIBICHUI 00Je3-
HuU [8]. B cBsI3M ¢ pacmimpeHueM crieKTpa HelipoBuU-
3yalIM3allMOHHBIX U MOJEKYJISIPHO-TeHETUYECKUX
METOJOB BO3HMKJIAa HEOOXOAMMOCTb IepecMoTpa
NUArHoCTUYeCKUX KputeprueB.Tak, coracuteabHOMI
KoMuccUueil mo Tyoepo3HOMYy ckiaepo3y B 1998 r.
ObLJIO MpPEAJIOXKEHO pasfeeHue MPU3HAKOB Tyde-
PO3HOTO CKJIEpO3a Ha IMepBUYHbIE (0OJbIINE) U BTO-
puYHbIe (UM MaJjble), KOTOpble MPUMEHSIOTCS 10
HacTos1Iero BpeMeHu (Tabauua). Takxke ObLI0 Npu-
HATO pellleHUe UCKIIOYUTh STUICIICUIO, YMCTBEH-
HYI0 OTCTaJOCThb M ayTM3M W3 AUATHOCTUYECKHUX
KpUTEPUEB, TaK KaK 3TU COCTOSHUS UMEIOT pa3iny-
Hble 3THOJIoTHYecKhe (aKTOpbl M 4acTO BCTpeya-
10TCs B o01eit monyasuuu [8, 9].

HecoMHeHHBI 1uarHo3 Ty6epo3HOro ckjiepo-
3a YCTaHaBJAMBAETCS HAa OCHOBAHUM HAJIWYUS JIBYX-
MEPBUYHBIX MPU3HAKOB MW OJHOTO MEPBUYHOIO U
NIBYX BTOPUYHBIX TPU3HAKOB. BO3MOXHBIi 1MarHo3s:
OVH MEePBUYHBIN MPU3HAK Y OIUH BTOPUYHBIM MpH-
3HaK. [IpeanoaoXxuTeabHbI AUarH03: OAWH MEpPBUY-
HbI MpuU3HaK, JM00 ABa (M 0O0JIbllle) BTOPUYHBIX
npusHakoB [9]. B kauecTBe nmpumMepa MCHOIb30Ba-
HUSl JaHHBIX KIMHUYECKUX KpUTEpUEB IJIsl TOCTa-
HOBKM JUarHo3a Tyo0epo3HOIro CKJIEPO3HOTO KOMII-
JIEKCA MPEACTaBIsieM KJIMHUYECKUUN Ciydyai.

llayuenm T., masvuuxk 5s1em MOCTYNUI B KIU-
HUKY B 9KCTPEHHOM MOPSIIKE C KajlobaMU CO CJIOB
MaMbl: Ha y4YallleHUe CYIOPOXHBIX MPUCTYIOB, 3a-
NEepKKY MCUXOPEYeBOro pa3BUTHS.

AHaMmHe3 3aboneBaHusI: Oe0OIOT CyAOpOT C
8 MecsaueB B BUAEe MHOAHTUIBHBIX CIa3MOB.
B 10 mecsaueB cocTosiHue pebeHKa YXyIIIUIOCHh B
BUIE arrpaBallMyd CYIOPOXHBIX MPUCTYNOB, ObLIO
npoBeAeHO obOciienoBaHue. JJaHHbIe MarHUTHO-pe-
30HaHCHOI Tomorpaduu (MPT) ronoBHoro mo3sra
MoKa3aju Mpu3HaKku Ty0epo3Horo ckiepo3a. PebeH-
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AunarHocTuyeckue Kkputepum Ty6epo3HOro ckneposa

MepBMYHbIE NPU3HAKKN

KoXHble rposiB/ieHusI:

AHrnocdunbpombl inua unm
dnbpo3HbIE BAAWKN Ha
néy

HeTpaBmaTunyeckmne OKoO-
NoHorTeBble GUOPOMBbI
FMnonurmMeHTHbIE NATHA
(6onbwe 3-x)

YyacTok «wWwarpeHeBomn
KOXM»

JaHHble
WHCTPYMEHTasIbHbIX
unccnenoBaHwii:

MHOXeCTBEHHbIE ramap-
TOMbI CETHYATKN

KopkoBble Ty6epbl

Cyb6aneHanumanbHble
y31bl

MraHTokneTo4YyHas acT-
poumToma
Pabpoomromel cepaua MHO-

XXeCTBEeHHbIe N1 0ANHOY -
Hble

NumbaHrnommomaTtos
nerkunx

MHOXeCTBEHHbIE aHIMO-
MWOSINMOMbI NOYEK

BTopuyHblE NpM3HaKN

KOXHbIe rposiBAeHUsI:

MNONUIrMEeHTHbIE NATHA «KOH-
deTTn» Ha KoxXe

lposiBNeHNss CO CTOPOHbI
BHYTDEHHUX OPraHoB:

MHoroyncneHHbole yrny6neHus
B amanun 3y6oB

dnbpombl feceH

FaMapToMbl BHYTPEHHUX Opra-
HOB

AxpomMaTnyecknn  y4acTokK
ceTyaTor 060/104KN rnasa

MHOXeCTBEHHbIE KMCTbI NOYeK
(TpebyeTcs rmcTonornyeckoe
noATBEPXOEHME)
famMapToMaTO3Hble pekTanb-
Hble nonunbl (TpebyeTcs ruc-
TONOrn4yeckoe NoATBEPXAE-
Hue)

JlaHHblE  MHCTPYMEHTAasIbHbIX
nceneaoBaHu:

KOCTHbIE KMCThI (8,0CTATO4YHO
PEHTrEHONIOrNYECKOro Moa-
TBEPXAEHUS)

MurpaumnoHHble TpakThl B 6e-
NIOM BeLlecTBe TrO0JIOBHOIO
Mosra

Ky HazHauyeHbl MPOTUBOIMUIENITUUECKHUE Tpernapa-
Ta B BUjJe MOHO- U mojuTepanuu. Ha doHe camo-
MPOU3BOJbHONW OTMEHBI POJUTEISIMU MTPOTUBOCYIO-
POXHBIX TpernapaToB pelUAUB CYIOpOr B BO3pacTe
3-x net ¢ sBoJwouuei npuctynoB. Co BpeMeHeM
POOUTENMN CTAlM OTMeYaTh U3MEHEHUs B XapaKTe-
pe pebGeHKa: 3aMKHYTOCTb, arpeCCUBHOCTb.

M3 anamHe3a Xu3HU: pebEHOK OT BTOpOil Oe-
PEMEHHOCTH, MpoTeKaBlleil Ha (poHE OTATOLIEHHOTO
aKkylIepcKoro aHaMHe3a, aHEMMU JIETKO CTereHU B
nepBoMm TpumecTpe. Poabl mepBbie, cpouHble, (Gu-
3uojorndeckue. Bec nmpu poxnenuu - 3,200 1, poct -
54 cM, OKPYXXHOCTb TOJIOBHI - 36 cM. PebeHOK 3aKk-
puyan cpasy, K Ipyayd IpuiioxeH cpady. Dopmyia
PaHHEro pa3BUTHS: JAEPXUT TOJOBY C 2-X MeECSIIEB,
CHUIUT C 6 MecsILEeB, XOAUT C OAHOIrO roja; pasroba-
pMBaeT Ha YPOBHE OTIEJIbHBIX CJIOB C 3-X JeT.

HeBponoruueckuit cratyc: 3agepxkka ICHUXO-
9MOLIMOHAJIbHOU U pedyeBoit cepbl. YepenHo-M03-
roBasi MHHepBalUsl LEHTPaJIbHBIN Mape3 JULEeBOro
HepBa crnpaBa. JleBualus si3bika BnpaBo. JlBura-
TeJlbHas cepa: yMEpeHHOE CHUXKEHUE MBIIIEYHO-
ro Tonyca. CyxoxunbHbie pedaekchl D=S, oxus-
JieHbl. [TaTonornuyecknx CTOMHbIX 3HAKOB HeT. YyB-
CTBUTEJIbHBIX HapylieHu# HeT. [Ipu3Haku AuHamMu-
YECKOW M CTAaTUYECKOW MO3XEYKOBOW aTaKCUMU.
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Pasnen I. KnnHnyeckue acnekTbl 34paBOOXpPaHEHUS

CoMaTU4eCcKHil CTaTyC: OEeMUTMEHTHUPOBAaH-
Hble «ceable» mpsiau Bojoc (puc. 1). B obnactu
MOSICHUIHO-KPECTIIOBOM 00JIaCTH, HUKHUX KOHEY-
HOCTell HaOJIoJaloTCs OeIMUTMEHTUPOBAHHEIEC Yyda-
CTKM KOXM (TISITHA), He BBICTYMAIOIMe HaJ MOBep-
XHOCTBIO KOXM, Pa3sJIMYHBIX pa3MepoB U (GopM,
OoJibllle HallOMUHapIue (GOpPMY <«JIHCTa SICCHSI»
Ha manbniax cToIbsl UMeIOTCSI OKOJIOHOTTeBbIC (hrd-
poMbl. Co CTOPOHBI BHYTPEHHHUX OPTraHOB U CUCTEM
MaToJIOTUN HEe BBISBIIEHO.

Puc.1. KoxHble npoaBneHus Ty6epo3HOro ckaepo-
3a y nauyumeHTta T., 5 neT: genMrMeHTUpPOBaHHbIE
naTHa (cnpaBa) u ceable Npsaan BOnOC (cnesa)

IIpoBeaeHHBIE MHCTPYMEHTAJIIbHbBIE UCCIEN0-
BaHWUS 3a MEPUOMA CTAllMOHAPHOTO JIEUEHUSI: DIIEKT-
posHuedanorpadusi - MOHUTOPUHT CHaA: 3aKJoye-
Hue. dnuinentudopMHas aKTUBHOCTb MO MOP(OJIo-
TMU B BUJE MOAM(PUIIMPOBAHHBIX 1OOPOKAYECTBEH-
HBIX 2JIEKTpUUYEeCcKUX MaTTtepHoB aetrctBa (JADI1J1)
C PETUOHAJIBHOUW aMIUIUTYOHOU aKIlEeHTyaluen 1o
TEMEHHBIM, 3aThIJIOYHBIM U BUCOUYHBIM OTBEIEHM-
SIM aKIeHT crpaBa. [1pu HellpoBU3yanu3alMOHHbBIX
uccienoBaHusx ooHapyxeHo: M PT rosoBHoro Mos-
ra - TMNepuHTEHCUBHbIE ouyaru B T2W u usorurio-
nuHTeHCcuBHbIe B T1W pexunmax, pacrnoyiokeHHbIe
MPEUMYIIECTBEHHO KOPTUKAJIbHO U CYOKOPTUKAIb-
HO; XapakTepHble JJisI KOPKOBBIX TyOepoB (puc. 2).

Puc. 2. MarHuTHO-pe3oHaHCcHasa Tomorpadus ronos-
HOro mMosra nauueHTta T., 5 neT (cTpenkamu yka-
3aHbl KOPKOBbIE Tybepbl)
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ITo maHHBIM KOMITBIOTEPHOW TOMOTpaduu
(KT) ronoBHoro mo3ra oO0HapyXeHbl CyO3TIeHAMU-
MajibHbl€ KaJbIIMHATBl C YETKUMU KOHTypamu. Ilo
MaHHBIM dXOoKapauorpadpuu oOHapyxkeHa padIoMu-
oMa MpaBoro xejyaouka. MenukKo-reHeTuueckoe
KOHCYJIbTUPOBAHUE BBISIBUJIO HaJIWYMe y OTLA MPO-
0aHga 3MUJIETICUI0 B IETCKOM BO3pacTe W Ipu Oc-
MOTpE B ITOSICHUYHOM 00J1acTh OOHAPYXXEHO JIOKAJTb-
Hoe ckoruieHue GuOpPO3HbIX OJIsIIIEK, BBICTYMAIOIIUX
HaJl TOBEPXHOCThIO KOXHU. BBISICHEHHbIE NaHHbIE
MOTYT CBUIIETEJIbCTBOBATh O BO3MOXHOM HaTU4YUU
TyOepO3HOTO CKJiepo3a y OTla peOeHKa.

JAnarHocTuyeckue KpUTEepuu TyOEepO3HOTO
cKJIepo3a, HailieHHbIe Y MallMeHTa: TUITONTMTMEHTHbIE
MsITHA, OKOJIOHOTTEBBIE (POPOMBI, pabgoMuOMa cep-
N11a, KOPKOBbIE TyOephl U CyO3MeHAUMANIbHbBIE Y3JIbI.
Takum ob6pa3oM, MOCTaBAEHHbBII I1MAarHO3 «TyOepo3-
HBI CKJIEPO3HBIM KOMILIEKC» SIBJISIETCS HECOMHEH-
HBIM, TaK KaK OTMeydaeTcsl Hajiudue 5 MepBUYHBIX
npu3HakoB. COMyTCTBYIOIIMIA TUATrHO3 «PEe3UCTEHT-
Hasi (hoopMa CUMIITOMaTUYECKOM SMUIeTICumn». 3aaep-
JKKa TICUXO-PEeUyeBOT0 Pa3BUTHS.

BoiBoapl. MHGOpMUpPOBaHHOCTH Bpayeit 1u-
pokoro npoduJis o IEPBUYHBIX 1 BTOPUYHBIX JUar-
HOCTUYECKUX KPUTEPUAX U MEAUKO-TEHETHIECKOe
KOHCYJIbTUPOBaHME TYOEPO3HOTO CKJIEPO3HOTO KOM-
TjeKca CrocoOCTBYIOT paHHEe# nuarHocTuke 3a60-
JieBaHUS. MyJbTUANCUUIIMHAPHBIN MOAXOM, pAHH SIS
peabuiauTallMsl M COLlMaibHAsl ajanTalys SIBJISIOT-
Cs1 OCHOBHBIMM HamnpaBleHUSIMU BeleHUS MalleH-
TOB C TyOE€pO3HBIM CKJIEPO3HBIM KOMIIJIEKCOM.
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TYA1TH

Ty6epo3abl CkNepo3 KeleHlWe AMarHo3 Kokparbl KUbIHALIKTAP OCbl AepT Typanbl Xannbl TyCLWKTepre TaH
KNMHUKanNblK GaikanyblHbiL Ken rMuwwan~nnHe 6annaHbicThl. Bis ycblHTaH Makan aga KAWMHUKaNbIK Xargam Mbl-
canblHAa AypbIC KAWHMKaNbIK AMarHo3kowra kaxern Tyb6epo3abl CKnepo3 KelebliHW, AMarHocTukanblk cunatben-
rmepi Typanbl e3eiol Macenenep, COHbIMEH KaTap OCbl TakblpbiNka 6GalnaHbICTbl 3aMaHayW yrbiMaap TajikbiiaHa-
nbl. Tybepo3nbl CkNepo3 naTtoreHes3Tw, MexaHnamaepl X3aHe ocbl natonorus Hensbl 6onbin TabbinaTblH, 9 X3He
16 xpomocomanappa opHanackaH, TSC1 xaHe TSC2 reHpepwpen Hen3n MyTauumaTypansl cunatramanap MeH
3aMaHayun yTbiMagap YycbiHbiiraH. TSC1 xaHe TSC2 reHpepwu, spekeTtasglktepl HelpoHpapabiy, mMopdonorus-
nbik e3repynepble xaHe Heilpomenumatopnbik Oynwynepre akenenl, 6yn mMacenenep ne makanaga cunatTanTaH.
Taburun iciKKe kapchl xylie 6enl petwpe ramapTuH XaHe Ty6epuH akybl3aapbliHblH, Kbi3ameTTep1 ge kapacTbipbii-
obl. Knunukanelk 6ennneppw, kentWH eckepe oTbipbin, Ty6epo3abl Ckepo3 kelweH Oennnepuwu, aepekTttUHe
KaTbICTbl TiOpTanacTblk cypaktap TankbinaHabl. CiHjp TapTbiny, akbli-o kemTapnbirbl MeH «adenoma sebaceum»
Typwpaen knaccukanolk vurriK 6ennnep 6ynHn TaHpa ecodreH kaBlpaTt ekeHaW ge anToinraH. dnunencus, akbin-
Ol KemTapnbHbl X3He ayTu3m Hen3n aypy 6enna peTwae emec, kocbimwa 6Gennnep peTwae raHa b6epTynep
KaxeT ekeHAoln aHbikTanabl. KepHekTk peTwae, Tybepo3nbl cknepo3 KemeHiHiK knuHukanelk 6ennnep! kecte
petlHae kentlpTreH. [AuarHocTukanbik cunatbennnep caHbl MEH AuarHo3ably AepekTinin apacbiHAaTbl Koppe-
nAunsa kepceTTreH. Tybepo3abl CK/epo3 Kelew fAereH AuarHo3 koWbinraH OGxacap yn 6ana, empgenywl T.
KNMHUKanNbIK xarganbl kentipTreH. KapacTbipbinbin OTbIpraH AepT Typajbl Xainbl TYyCWKKEe KaTblCTbl aHaMHeS,
comMaTuKanblk X3HE HEeBPONOrnanblk axyanbs Typanbl manimertep. Meauko-reHeTukanblk capantama xypnatin,
XaHyapaTtel Ty6epoanbl cknepo3 OoMbiHWA aybipablKk TyapeTw TykblM KyanaylWwbiiblK aHblkTanabl. Makanaga
Kypan-xababiktap asglcimeH (anekTpoaHuedanorpacdusa, axokapauorpadus, KomnbioTepnlk Tomorpadua xaHe
6aCMUbIHbIL, MarHMTT1K-pPE30HAHCTLIK TOMorpadusace) Tekcepy manimetrteplH kamTuabl. Empenywl T. MarHuTnk-
pPe30HaHCTbIk TOMOrpaduAChIHbIL, MbiCanblHAa KbiPThICTbl Ty6ep Typbloen 6ac mupbiy, Mopdonornsnbik earep-
icTepi kepHeto penHpe kentipTreH. KopbiTa anTkaHga, Ty6epo3abl Ckepo3 AMArHO3blH KymMaHa3 kowra MymioHATK
6epeT1H KAMHUKO-ANArHOCTUKanblK cmnaT6ennnep XUbIHTbIKTaNngbl.

Tyii1Hpo1l cespep: Tyb6epo3abl cknepo3d kewew, TSC1 x3aHe TSC2 TeHOepe ramapTuH XaHe TybepuH, KblpTbl-
cTbl Tybep.

SUMMARY

Difficulties in the diagnosis of tuberous sclerosis complex associated with the polymorphism of clinical
manifestations specific to this disease. We presented the article on the example of clinical case raised an
important question about the diagnostic criteria for tuberous sclerosis complex, required for correct clinical
diagnosis, and modern views on the subject. We present the definition of new data on the mechanisms of
pathogenesis of tuberous sclerosis and major mutations in genes TSC1 and the TSC2, localized in the
chromosomes 9 and 16, respectively, underlying the disease. Dysfunction of genes TSC1 and TSC2 leads to
morphological changes of neurons and neurotransmitter disorders, which are also described in the article. We
also examined the functions of proteins and hamartintuberin, as part of the natural antitumor systems. Here
are described the controversial issues of the reliability criteria of tuberous sclerosis complex given the variety
of clinical manifestations. It is noted that the classical triad of signs in the form of seizures, mental retardation,
and «adenoma sebaceum», is today considered obsolete. It was revealed that diagnosis of epilepsy, mental
retardation and autism should not be exhibited as major diagnosis and related diagnosis. For clarity, the clinical
signs of tuberous sclerosis complex presented in the form of a table. There was presented clinical case of the
patient T., five-year-old boy with a diagnosis of tuberous sclerosis complex. There was displayed the data history,
somatic and neurological status, indicating the considered nosology. It was carried out a genetic screening and
identified family history of tuberous sclerosis in the family. This article contains information instrumental
methods (electroencephalography, echocardiography, computed tomography and magnetic resonance imaging
of the brain). It has been clearly presented morphological changes in the brain in the form of cortical Tuber on
the example of magnetic resonance imaging, patient T. In conclusion, summarizes the clinical and diagnostic
criteria to establish a definite diagnosis of tuberous sclerosis.

Key words: tuberous sclerosis complex, TSC1 and TSC2 genes, hamartin and tuberin, cortical tubers.
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