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Pesiome

Tybepo3Hbinn cknepo3 (TC) — 3TO reHeTMYeCKn AeTepMUHMPOBaHHOe 3aboneBaHue, OT-
HocAlleecsa K rpynne $GakoMaTO30B, NMPOsABAOLIeecs Pa3BUTNEM LOOPOKaUueCTBEHHbIX
onyxosnen (raMapToMm) B pa3fiMyHbIX opraHax. 3aboneBaHne BO3HMKAET BC/IeACTBUE reHe-
TUYECKMX MyTauuli B reHax-oHKocynpeccopax — Tuberous sclerosis 1 (TSC1) n Tuberous
sclerosis 2 (TSC2). Kntoueyto ponb B natoreHese urpaet 6enok mTOR (mammalian Target
of Rapamycin Complex 1), akTrBupyoLwmin nponudepaLmio KNeTok 1 TOPMO3ALLUIA NPO-
ueccobl aytoparun. Takum obpazom, npu Hanuumm myTaumm B TSC1 u/vnmn B TSC2 He npouc-
XOoAuT MHIMbrpoBaHuA 6enika MTOR, TeM CaMbIM 3aMyCKaeTcsi yCUNeHre AeNleHns KIeToK,
yTO OOYC/IOBNMBAET CMCTEMHOE PA3BUTUE OMNyXonel. Y nauneHToB B OONbLINHCTBE Ciy-
yaeB HabnogaeTca pa3BuUTUE pabLoMUOM cepAaLla, aHrIModrUObpPOM NnLA, POCT AaHTMOMMO-
JIMMOM MOYeEK, KOTOpble B OOMbLUMHCTBE C/lyYaeB Pa3BMBATCA 6ECCUMNTOMHO U KIUHN-
YeCKM NPOSABATCA TONbKO MNPV OCJIOXKHEHUSX BCIIEACTBME JOCTUXKEHMA 3HAUMTENbHbBIX
pa3mepoB. B cTaTbe npeacTaBneHo KNMHMYECKoe HabnogeHne nayveHTa 15 net ¢ Tybe-
PO3HbIM CKITEPO30M C MHOXECTBEHHBIMY aHIVIOMUOJIMMOMAMY MOYEK, KOTOpble AINTENb-
HOe Bpems NpoTeKanu 6eCcCMNTOMHO.

KnioueBble cnoBa: aeTu, Ty6epO3HbIll CKNEPO3, aHIMOMMUOIMMOMbI MOYEK, PabaoMVOMbl
cepaua, 3Beponunmyc
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Abstract

Tuberous sclerosis (TS) is a genetically determined disease belonging to the group of
phakomatoses, manifested by the development of benign tumors (hamartomas) in various
organs. The disease occurs due to genetic mutations in the tumor suppressor genes -
Tuberous sclerosis 1 (TSC1) and Tuberous sclerosis 2 (TSC2). A key role in pathogenesis is
played by the mTOR (mammalian Target of Rapamycin Complex 1) protein, which activates
cell proliferation and inhibits autophagy processes. Thus, in the presence of a mutation
in TSC1 and/or TSC2, the mTOR protein is not inhibited, thereby triggering increased
cell division, which causes the systemic development of tumors. In most cases, patients
experience the development of cardiac rhabdomyomas, facial angiofibromas, and the
growth of renal angiomyolipomas, which, in most cases, develop asymptomatically
and are clinically manifested only with complications due to reaching significant sizes.
The article presents a clinical case of a 15-year-old patient with tuberous sclerosis with
multiple angiomyolipomas of the kidneys, which were asymptomatic for a long time.
Keywords: children, tuberous sclerosis, renal angiomyolipomas, cardiac rhabdomyomas,
everolimus

B BBEJAEHWE

Tyb6epo3Hblll cKnepo3 (cvH. 6onesHb BypHeBMNNA) — 3TO reHeTUYECKn LeTepMUHN-
poBaHHOe 3aboneBaHVe, OTHOCsALleecs K rpynne $hakomaTo30B, NPOABAAOLeeca pas-
BUTMEM [0OOPOKauyeCTBEHHbIX OMyXxosiell (ramapTom) B PasfiMUHbIX OpraHax, BKIouYas
rONIOBHOWM MO3T, FNasa, KOXy, cepfLe, NoYKy 1 nevyeHb. Bnepeble TepMrH «Ty6epO3HbIi
CKnepo3» 6bi1 NpeasioxeH ncuxuatpom D-M. Bourneville B 1880 r. nocne obHapy»xeHus
XapaKTEPHbIX YYAaCTKOB CKepO3MPOBaHNA KOPbl FOSIOBHOrO Mo3ra B Buje Ty6epoB B
Xo[e NaTosIoroaHaTOMNYECKOro UCCIe[OBaHUA rOIOBHOMO MO3ra MALMEHTKN C TAXKENOW
YMCTBEHHOW oTCTanoctblo. B 1890 r. aHrnuiickmin gepmatonor J.J. Pringle Bbigenvn ero
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B CAMOCTOATE/IbHYI0 HO30s10rnYecKyto popmy. Ha NpoTAaKeHUN MHOTMX NET Knaccuyecku-
MU NPOABNEHNAMN TY6EPO3HOro CKnepo3sa cunTanucb aHrmodrubpombl nuua, sNUnenTum-
yeckre NPUCTYMbl, yMCTBEHHaA oTcTanocTb [1, 2].

Tyb6epo3Hbill cknepo3 0bycnoBneH MyTauueln B OQHOM U3 reHOB-OHKOCYMNPEeCCOPOB:
TSC1 (Tuberous clerosis 1), TSC2 (Tuberous clerosis 2), KoTopble KOHTPONUPYIOT CUHTE3
6enKkoB ramapTuHa 1 TybepuHa. B 310poBOM opraHu3me 3T GenKku ABNAIOTCA OHKOCY-
npeccopamu 1 GopMUPYIOT KOMMNEKC ramapTH-TyOepUuH, KOTOPbIA MHIMOMpPYeT Kackag,
docdopunupyowmx NnpoTenHKHa3. Knouesyio posb B natoreHese urpaet 6enok mTOR
(mammalian Target of Rapamycin Complex 1), akTuBupytowwmin nponudepaunio KNeToK 1
TOPMO3ALUI NpoLecchl ayTodarmun. Takmm o6pasom, npu Hanmumm myTauum B TSC1 u/vnm
B TSC2 He nponcxoanT nHrmbrnposaHma 6enka mTOR, TeM cambIM 3anycKaeTca ycuneHne
LeneHnn KNeToK, YTo o0yCIOBNMBAET CUCTEMHOE pa3BUTHe onyxonen [3-5].

[unarHo3 «Ty6epo3HbIll CKNepo3» yCTaHaBANBAETCA NPU HANMMUNK KIIMHUYECKKX Mpo-
ABNEHWI U/ VNN reHeTUYEeCKOro NoATBepKAeHUA MyTauum B reHax TSC1, TSC2. Boigensiot
6onblune 1 manble Kputepun TC. K 6onblumm Kputepram TC OTHOCATCA: KOPKOBble AunC-
nnasum (He MeHee Tpex): KOPKOBble Ty6epbl 1 MUFPaLIMOHHbIE TPaKTbl B 6e/1oM BellecTse
roNoBHOrO Mo3ra; cybaneHaMmanbHble y3nbl (He MeHee [ByX); cybaneHAUManbHasa ru-
raHTOKJ/IeTOYHasA acTpoLMUTOMa; pabaoMMOMbI CepALIA MHOXECTBEHHbIE U OQUHOYHbIE;
NUMPaHrnonenomMmmomMaTos Nerknx; MHOXeCTBEHHbIE aHTMOMIUONNMOMbI NOYeK; aHrmodu-
6pombl nrLa unu GrbposHbie GNAWKK Ha Nby; rMNONUIrMeHTHbIe NATHa (He MeHee Tpex 1
He MeHee 5 MM B iuameTpe); HeTpaBMaTNUYeckme oKonoHortesble GUbpombl (He MeHee
LBYX); YUYaCTOK «LIarpeHeBOW KOXKW»; MHOMeCTBEHHble raMapToMbl ceTyatku. Manble
Kputepun TC BKIIOYAIOT: MHOFOUMCIEHHbIE Yry6neHnsa B aManu 3y6oB (He MeHee Tpex);
dunbpombl B NonocTn pra (He MeHee ABYX); raMapTOMbl BHYTPEHHVX OPraHOB; axpomaTu-
YeCKMIn yYacToK CceTyaTon 06010UKM rNasa; NATHa <KOHOETTU» Ha KOXKEe; MHOMKEeCTBEHHble
KNCTbl noyek. [lnarHo3 Ty6epo3HOro ckneposa ycTaHaBAMBaAETCA Ha OCHOBaHWM 2 6onb-
WX Kputepues nnn 1 6onbluoro ¢ 1 Manbim KpUteprem; BO3MOXHbIA fMarHo3 ycTaHaB-
NMBAETCA Ha OCHOBaHUK 1 60MbLIOrO NN 2 Manbix Kputepues [6].

MNopakeHne noyek nNpu Tybepo3HOM CKNepo3e NpoABAeTCA yalle Bcero obpasosa-
Huem aHrmomuonunom (AMJ1) n knct nouek. AMJ1 — 370 fo6poKayecTBeHHbIE ONyXonu,
coCToALME N3 TPEX TUMOB TKaHEeN: SHAOTENVANbHOM, IMagKoMbIWeYHOM 1 xnposon. AMJ]
peaKo BbIABMAITCA NPY POXKAEHUN 1 0ObIYHO AMArHOCTUPYOTCA B Bo3pacTe 5-10 neT.
OG6bIYHO aHTMOMMONMMOMbI MOPaXKatoT 06e NOYUKM U YBENNYMBAIOTCA B pasmMepax B IOHO-
wectBe. Mpn pa3pactaHum noyeyHbix AMJT MOXeT NPOon30oNTN peTponepuToHeanbHoe
KpoBoTeueHune. IHGUNBTPaTUBHbBIN POCT CANBLUUXCA aHTMOMUOSIUIOM MOXET NPUBECTU K
NOBPEXAEHIO MOYEYHOW NapeHX1Mbl 1 GOPMUPOBaHKID 6ECCUMMTOMHON XPOHUYECKON
60ne3HN Noyek, HapyLLeHWIO YPOAMHAMUKL, MOBbIWEHNO YacToTbl UHGEKLN MoYeBOl
CcUCTEMbI Y PUCKY Pa3BUTUA TPOMOO3a MoYeYHO BeHbl [7, 8].

B 6onblMHCTBE ClyyaeB KNMHUYECKe NPOABNIEHNUA aHIMIOMUOJIMMOM MOYeK OTCYT-
CTBY'OT. Yalle BCero mx AMarHoCTMpyoT MHCTPYMEHTaNbHO C MOMOLLbIO Y/bTPa3BYyKOBOrO
nccneposaHus (Y3W). Tak Kak cogepxaHue AMJ1 BapnabenbHo, TO BO3HUKAIOT TPYLHOCTU
¢ puddepeHUnanbHOM JMarHOCTUKON X CO 3/I0KaYeCcTBeHHbIMK ob6pa3oBaHuAMU. B Ta-
KUX Cnyyanax NpuMeHsAeTcA MeTop KomnbioTepHol Tomorpadum (KT) n marHuTHo-peso-
HaHcHon Tomorpadum (MPT). Bo Bcex meTofax BaXHbIM ABNAETCA ONpeaenuTb Hanuune
KOMMOHEHTOB aHIIOMUOJIUIMOM: KUPOBOW TKaHW, COCYAMNCTbIX KOMMOHEHTOB 1 Y4acTKOB
MATKOTKaHHOW NMIOTHOCTU.
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JleueHve aHrMOMMONMMOM NOYEK 3aBMUCUT OT pa3Mepa ONyxosnu: NPU pasmepe MmeHee
4 cm pekomMeHAyeTca fuHammnyeckoe HabnogeHwve. Npu Hannuum B noukax AMJT ¢ guame-
Tpom 4 cM 1 6onee pekomeHayeTcA nposefeHne MPT-uccnegoBaHua Kaxkable 6 mecsaues
n Y3 - Kaxkgple 3 mecAua AnA UCKNIOYeHWA AanbHEeNWero pocta onyxonu 1 passutua
ocnoxHeHun. MNpun pasmepax AMJ1 6onee 4 CM NOBbILLAETCA PUCK Pa3BUTUA OCSTOXKHEHNIA
B pe3ynbTaTe pa3pblBa Kancysbl MOYKY, YTO MOXKET NPOABUTLCA BHYTPEHHMM KPOBOTeYe-
Huem [9]. B Takmx crnyyasax HeObXOAUMO XuMpypruyeckoe nedeHue. MNprMeHATCA Mano-
WHBa3VBHble MeTofibl: CeNleKTNBHaA apTepuanbHasa a3mM00nn3aLus, BbINoHAEMan Npu aH-
rmorpadum, pagrMovactoTHan fecTpyKumua nnmn kpuogectpykuma AMJ1. KnuHuueckn npo-
ABMBLUME cebA aHTMOMMONMMOMbI NOAMEXAT XUPYpPruyeckomy neveHuto [10].

B HacToALlee Bpemsa pa3paboTaHo TapreTHoe naTtoreHeTUYecKkoe NeyeHve 3abonesa-
HWA, HanpaBneHHOe Ha UHIMOBMpPOBaHMe MaBHOMO 3BeHa natoreHesa obpa3oBaHUA ony-
xonen npu Tybepo3Hom cknepose 6enka mTOR [11]. B pe3ynbTaTe 3aBeplueHnA TpeTbei
dasbl MeXxayHapoAHOro MPOCMEKTUBHOMO PaHAOMMU3VPOBAHHOIO ABOWHOrO Clemnoro
nnaue60-KOHTPONMPYEMOTro NCCeJoBaHNA NOKa3aHo, YTo MPUMEHeHMe npenapaTa 3Be-
ponnmMyc NPUBOAUIO K 3aMefJSIEHMIO POCTa U YMEHbLLEHNIO Pa3MePOB aHIMOMUONINMOM
nouek. B rpynne nauneHToB, NPYHMMAIOLLX 9BEPONMMYC, MONOKUTENbHAA AMHAMMKA Ha-
6noganacb y 54,9% nauveHTOB Ha 24-11 Hefene Nocse Hayana nprvema npenapata, a B
KoHUe neyeHus y 80,3%. Ha doHe nprema npenapata pa3mepbl aHTIMOMUOAUNOM YMEHb-
Wwmnnucb 6onee yem Ha 50% oT HavanbHbIX [12, 13].

B KJIMHUYECKW CNYYAN

MNpepctaBnaem KnuHWYeckoe HabniofeHne naumeHTa U3 COOCTBEHHOW MPaKTUKMU.
Manbuwrk C., 15 neT, rocnuTann3vMpoBaH Ha CTaLMOHapHOe NleyeHre B oTaeneHme Hedpo-
norun FAY3 «[letckasa pecnybnunkaHckas KnvMHuyeckas 6onbHuLa MuH1CTepCcTBa 34paBo-
oxpaHeHus Pecnybnuku Tatapctan» (TAY3 «[APKB M3 PT») c HanpaBuTenbHbIM AiarHO30M
«peunamnBupyloaa remaTypua HeACHOro reHesa?». Pogutenn nauveHTa npeabABnAnu
e[ MHCTBEHHY!0 Xanoby Ha OypblIii LiBET MO B TeueHre AByX AHeN. PaHee Nofo6bHbIX »a-
no6 He 6bin10.

M3 aHaMHe3a »KNU3HW U3BEeCTHO, UTO pPebeHOoK OT 3-11 6epeMeHHOCTH, 2-X CPOUHbIX PO-
[0B. PebeHOK [JOHOLEHHbI, oLleHKa Mo WwKane Anrap 7-8 6annos. Macca npu poxxaeHun
3050 rpammoB, pocT 54 caHTumeTpa. HacneacTBEHHbIN 1 annepronornyecknin aHamHes
He OTAroLLeH.

AHamHe3 3aboneBaHuA: Ha CpoKe 32 Hepdenb NpeHaTanbHoO No IxoKI anarHocTnpoBa-
Hbl MHOXeCTBeHHble pabaomuombl cepaua. B Bospacte 2 mecAues 6bin rocnutannsnpo-
BaH B Kapauoxupyprudeckoe otgeneHme F'AY3 «IPKb M3 PT» ¢ guarHocTnuueckonm Lenbto.
[marHo3: MHOXeCTBeHHble pabaomMumombl cepaua. OTKpbIToe oBanibHOe OKHO. OTKPbITbIN
apTepuranbHbI NPOTOK. Mo aaHHbIM DXxoKC: ¢pakums Bblbpoca — 71%, MHOXECTBEHHbIE
pabLoMUOMbI: Ha MEX>KeNlyJOYKOBOI MeperopofKke CO CTOPOHbI NIEBOrO eNyaouka —
18X9 MM, Ha NPaBOM KOPOHapPHOW CTBOPKe — 10X9 MM, Ha NanuANAPHON MblLLE B MOJIO-
CTV NEeBOTo XeNyaouka — 12 Mm 1 5X8 MM; Ha 3afiHell CTeHKe IeBOro Xenyfouka — 9x5 mm.
OTKpbITOE OBanbHOEe OKHO — 3 MM. OTKpPbITbI apTepmanbHbI MPOTOK — 2 MM CO CKOPO-
ctblo 1,5 mm/c.

B 5-mecAYyHOM BoO3pacTe rocnutanu3vpoBanca B [eTcKylo ropoackyto 6onbHuULy
Ne 8 r. KasaHu ¢ »kanobamu Ha NPUCTYMbl NOTEPY CO3HaHWA [0 5 cepuii B ieHb. HeBpo-
NOrNYECKNi CTaTyC: MbILLEYHbIA TOHYC crmbaTenei NoBbIleH, CyXOXuIbHble pednekcb
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YMepeHHO OXMBneHbl, pednekc babuHCKOro ¢ AByx CTOPOH, ornopa C NomXMMaHueM
nanbLes. Mpy 0CMOTPE KOMXKHbIX MOKPOBOB Ha TYNOBULLE Y KOHEYHOCTAX BbIABAEHbI MHO-
YKeCTBeHHble AenUrMeHTUPOBAHHbIE MATHA pa3Hol GOPMbl 1 Pa3MepPOB. DNEKTPOIHLEe-
danorpadua: anunentmdopmMHaa akTMBHOCTb B BMAE PErMOHaNbHbIX Pa3paLoB 13 Nosu-
da3HbIx NoTeHUManos amnanTygoi o 150-200 MkB B eBoit 1 B NpaBoli TEeMEHHO-BUCOY-
HO-3aTblIOYHOM obnacTax, Anddy3HbIX pa3pALOB 13 KOMMIEKCOB NMONUMUK — MeasieHHan
BONMHa amnnutypon fo 220 mMkB. Bo cHe 3apeructpupoBaHbl rpybble anddysHble obLie-
MO3roBble V3MEHEHNA OPraHNYeCcKoro xapakrepa no TUMy runcaputMumn C 31emeHTamm
naTTepHa «BCMblLKa-yrHeTeHne. [lapoKcm3manbHble cobbITMA BO Bpema 604pCTBOBaHNA
C YYETOM KINHUKO-3NeKTpOo3HLUedanorpadmuecknx KOppenaToB pacLeHeHbl Kak nHbaH-
TUNbHble GNEKCOPHbIE TOHMYECKME CMa3Mbl C GOKaSIbHbIM KOMMNOHEHTOM. BbiCTaBneH Knn-
HUYEeCKUIN AnarHo3: CMMNTomMaTuyecknin cnHapom Becta. MocneacTema neprHaTanbHOM
NaTosiorMn rofioBHOro mMosra B dopme AnNPPY3HOM MbILLIEYHON FMMOTOHWUN, 3afepPKKM
pa3BUTMA BbICLLINX KOPKOBbIX GYHKLMIA. HazHaueHO neueHuve: BanbnpoeBas K1cnota Jo
25 mr/kr. Ha doHe Tepanuu JOCTUrHyTa NONOXNUTENIbHaA AUHAMUKA.

MNMoBTopHas rocnutanu3auma B 11-mecAYHOM BO3pacTe C xanobaMu Ha yBennyeHue
napokcm3amoB Ao 30 3a cepuio, 2-3 cepun B AeHb Ha poHe nNpuema BasibNnpoeBON KUCOTbI.
[o3bl npenapata 6biny yBenuueHbl o 50 Mr/Kr, Cyfoporu KynmpoBanmch.

B Bo3pacTte 1 roga 7 mecALeB KOHCYNbTMPOBAaH reHeTUKOM, BbIIBNEHO OTCTaBaHWe B
NCUXOMOTOPHOM pa3suTumn. Cygoporn npoaokanucb. Mpy ocmMoTpe MHOXKeCTBEHHble
AennrMeHTUPOBaHHbIE MATHA Ha TYNOBULLE N KOHEUYHOCTAX COXPaHANUCb. Mo CoOBOKynN-
HOCTU KIIMHNYECKMX AaHHbIX: paHee AMarHOCTUPOBaHHbIAN CUMATOMATUYECKUA CUHAPOM
BecTa, MHOXeCTBEHHble AeNUrMeHTUPOBaHHbIE MNATHA Ha TYNIOBULLE N KOHEYHOCTAX, MHO-
ecTBeHHble pabAoMMoMbl ceppLla, BpauyOM-reHETUKOM BrepBble BbICTaBAEH AMaArHo3
«Ty6epo3HbIf CKNepo3y. MauneHT npogoKan NoayyaTb aHTUKOHBY IbCAHTHYIO Tepanuio,
Ha PpOHe KOTOPOW COCTOAHME C OTPULATENIbHOWN ANHAMMKON B BUAE NOBbILEHWA YacTOTbI
NPUCTYMoB.

B 2-neTHem Bo3pacTe KOHCYNbTUPOBAH NCMXMATPOM. BbiCTaBneH gnarHo3: ymcTBeHHasn
OTCTanoCTb, TAXKenan. AyTmsm. B TeueHne gecatn neT 3a MeAULIMHCKON NMOMOLLbIO He 06-
pawancs.

B nekabpe 2019 roga pebeHOK MnaHOBO Obin rocNUTanM3npPOBaH B KapavoXUpypru-
yeckoe otaeneHune TAY3 «[IPKb M3 PT» ¢ anarHoctuyeckon uenbto. MNpoBeneHo obche-
foBaHMe: Ha JKIN — cMHycoBaa apuUTMKA, YacToTa CepAeUHbIX COKpalleHUn 86 B MUH.
[JenbTa-BonHa B otBegeHuax lll, aVF. HapylweHne BHyTpunpeacepaHom npoBoagNMOCTH.
HopmanbHoe nonoxeHune snekTpryeckon ocn cepaua. Mo aaHHbIM Ixo-KI: runepaxorex-
Hoe obpa3oBaHme 14x5,5 MM B 06nactv 1 13X6,7 MM B 0651aCTV MeX>KenyLouKoBOI nepe-
ropoaku. MPT ceppaua: y OCHOBaHMA NanuAnAPHbIX MbILL, BU3Yann3npoBanucb mMeskue
06pa3oBaHNA reTeporeHHoOM CTPYKTYpbl AnameTpom o 1,5-2 MM, B MpoeKkummn 3agHen
CTEHKM NeBOro Xenyfouka Ao 3,5 MM, B MPOeKLN MeXKenyLoUuKoBO Neperopoakn Asa
06beMHbIX 06pa3oBaHMA 2,5 MM 1 4 MM. [pr3HaKK MHOXeCTBEHHbIX pabaommnom cepaua
(puc. 1). OyHKUMOHaNbHble NoKa3aTtenu paboTbl cepaua He HapyLUueHbl, PEKOMEeH0BaHO
HabnoaeHne B AUHaAMUKE.

OOGBEeKTMBHbIA OCMOTP MPU MOCTYMIEHUN: COCTOAHME MNalueHTa TAKenoe, Mcuxo-
SMOUMOHaNbHOEe COCTOAHME HapyleHo — pebeHOK OTCTpaHeH, BHMMaHve He OoKy-
cmpyerT, € NoAbMIN He KOHTaKTUPYeT, NpW MOMbITKE NPOBECTM OCMOTP — Pe3KO Heratums-
HaA peakuma. Ha Tynosuuie, nuue M KOHEYHOCTAX OMpefdensailoTcAd MHOMKEeCTBEHHble
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m L: -191.5mm

Puc. 1. MPT cepgua 6e3 KOHTpacTupoBaHuUA. Puc. 2. LlarpeHeBasn Ko)a
MHo>KecTBeHHble pabaomuombi cepgua Ha MXKMN Fig. 2. Shagreen skin

CO CTOPOHbI N1IeBOr0 XKeNnyAouKa

Fig. 1. MRI of the heart without contrast. Multiple

rhabdomyomas of the heart on the left ventricular

side

AennrMeHTMPOBaHHbIe MATHA pasMepamun 6ornee 1,5 cm B gnameTpe, aHMMopUOPOMBbI
nvua B BuAe nanyn 1-2 Mm ¢ rnagxkon NoBepXHOCTbIO PO30BOro LiBeTa CMMMETPUYHO pac-
MONOXeHbl Ha KPbUTbAX HOCa MO TUMY «KpblibeB 6ab0UKM», a TaK»Ke YUYaCTOK LuepLIaBoi,
rpy6oii, HepOBHOW AeNUIMEHTUPOBAHHOW «LLArpeHeBoN KOXKMU» Ha crivHe (puc. 2).

MNpoBeaeHo NabopaTopHO-UHCTPYMeHTanlbHOe obcnefgoBaHue nayueHTa. Obwumii aHa-
nm3 mouu: rematypus (go 1800), nenkouuntypusa (go 278), npotenHypwusa (0,25 r/n). KT n
OxoKI: gaHHble npexHue, 6e3 anuHamukm. Y31 nouvek 1 renatosniMeHanbHOM CUCTEMBI: 0be
NMOYKM yBENIMYEHbI B pa3Mepax, 9XOreHHOCTb MOBbILLEHa, MapeHX1Ma NPaBor 1 eBON No-
yek yBenmyeHa o 20 mm 1 29 MM COOTBETCTBEHHO. B NpaBoi Nouke aH3XOreHHble Ku-
CTO3Hble 06pa30oBaHNsA: B 0651acTn NoxaHKM 49x16 (puc. 3), B CpeaHelt YacTi napeHxnmbl
45x%20, B nontocax 18x14. MNapeHx1Mma noyek ¢ obenx CTOpoH ANPPY3HO M3MeHeHa 3a
CYET MHOXECTBEHHbIX MeNKUX MMep3XoreHHbIX BKIUeHNN, 6e3 akyCTUYecKuin TeHel 1
efMHNYHOro 6onee KPyNnHOro Nno pasmepy yyacTka NoBbILLIEHHOW 3XOreHHOCTU Pa3MepoM
8x10-25%19 mm.

Ha KT opraHoB GptoLLHOM NOIOCTY NPU3HAKKU aHTMonmMnomMaTto3a obeunx noyek. Ha MPT
ro/IOBHOIO MO3ra NposBNeHNA TYOepo3HOro cknepos3a B BuUAe MHOXecCTBa CybaneHau-
MaJibHbIX Y3110B, CyOKOPTUKanbHbIX TY6epCcoB ¢ Npu3Hakamu KanbunHauumm (puc. 4).

Ha ocHoOBaHUN MHOXeCTBEHHbIX paboMUOM cepALa, CUMATOMATUYeCKOro CUHAPOMa
BecTa, pacueHeHHoro Ha 230 Kak napokcu3masbHble MHbaHTUNIbHbIE Cra3Mbl, CyO3MUH-
LEeManbHbIX Y3/10B 1 CyOKOPTMKanbHbIX TY6epCcoB ¢ Npu3Hakamu KanbuuduKaLmm, aHrmo-
NMNomMaTo3a rnovek, aHrmoPproOPOM KOXKK, «LLIAFPEHEBON KOXKWN», MHOXECTBEHHbIX Aernur-
MEHTMPOBAHHbIX YYACTKOB KOXM BbICTABNEH KIMHWYECKUA AMarHo3: Ty6epo3HbI cKile-
po3. AHrnonmnomaTos noyek. MHoxecTBeHHble pabgomunomsl cepaua. WPW-cuHgpom?
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TR: 10000.0 TE: 120.0|
23.11.2022 11:38:51

3.0mm L

Puc. 3. KT OBI1. Busyanusauusa paclimpeHHbIX Puc. 4. MPT ronoBHoro mosra. Busyanusauusa
Yalueyek B NPOeKUNN BepXHen fgonu neson cy6KopTUKanbHbIX Ty6epcoB

nouku. Matonornyeckoe o6pasoBaHune Fig. 4. MRI of the brain. Visualization of subcortical
B NPOEKLMAX BEPXHErO MNoJiloca Npasom NOYKN n tubers

BEepPXHEero Mnonca neBoii NoYKn

Fig. 3. Computed tomography of abdominal
organs. Visualization of expanded cups

in the projection of the upper lobe of the left
kidney. Pathological formation in the projections
of the upper pole of the right kidney and the
upper pole of the left kidney

CvMmnToMaTnyecknin cMHapom BecTa. YMCTBEHHaA OTCTanoCTb TAXKENOM cTeneHun. AyTUsm.
B HacTosALee Bpemsa NaLMeHT COCTOUT Ha AMCNaHCePHOM yueTe y ncuxmaTpa, HEBPONora,
Kapauornora.

B otgeneHun Hedponorum NAY3 «JPKE M3 PT» nonyyan NocMHAPOMHYIO Tepanuio.
B3AT aHanu3 KpoBM Ha reHeTMYeCcKoe MCCNefoBaHve C Lenblo BbiABNEHNA MyTauui B
reHax TSC1, TSC2. Ha momeHT nocTtaHOBKM AamnarHo3a B 2009 rogy TapreTHbI npenapat
3BeponuMmyc He 6bin 3apernctpuposaH B Poccuiickon QOefepaunn. B cea3mn ¢ nmetowm-
MUWCA COBPEMEHHBbIMU JaHHBbIMU O HaNNYUU NONOXKUTENBHOTO 3ddeKTa OT NpUMeHeHMnsA
TapreTHOWM Tepanun y NauueHToB C aHIMOMMONIMMOMaMK NoYeK MauMeHTy nnaHmpyeTca
Ha3HauyeHue 3BeposiMmyca.

B 3AKJTIOMEHUE

Ty6epo3HblIlt cknepos — ofHa 13 $popM MOHOreHHOWM HacNeACTBEHHOI NaTonoruu, oT-
HOCALLEeNCA K HEMPOKOXHbIM CUHApOMaMm (pakomaTtozam). TpyAHOCTM ANArHOCTUKM dako-
MaTO30B CBA3aHbl C BbIPAXKEHHbIM KIMHUYECKM NOAUMOPGH3MOM 1 BO3PaCT3aBUCUMbIM
L,e610TOM CMMNTOMOB. PaHHAA AnarHoCTKa Ty6epo3HOro cknepo3a nmeeT nepBocTeneH-
Hoe 3HaueHue. VIMeHHO nefmaTpy OTBOAMTCA BarkHaA PONb B PaHHEeN AnarHOCT1Ke 3Toro
3aboneBaHVA 1 NpeaynpPeXaeHNn Pa3BUTUA ero ocsIoKHeHUNn. COBMECTHO C MeXancLm-
NAMHapHOW KOMaHAOM CcneunanmcToB neamaTp yuyacTByeT B JUHAMUYECKOM HabnogeHmm
3a COCTOAHMEM NaLMEHTOB, B onpeAeneHny cTpaTerny nedeHns n peabunutauum geten.
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Y Hawero naymeHTa C. B paHHEM [,eTCKOM BO3pacTe KNMHUYECKN Obll BbICTaBNEH na-
rHO3 «Ty6epOo3HbIN CKNepo3» 6e3 reHeTUYeCcKoro NoATBePKAeHUA. TeueHne Ty6epo3Horo
cKneposa 1 NposBfieHre KINHWKM Y flaHHOTO NauMeHTa NMenn XapakTepHoe TeueHune 1
3aKOHOMEPHOCTb B BMAE NOPaKeHNA MHOTX OPraHoB 1 crcTeM. HauanbHble NposaBneHms
Ty6epo3Horo ckneposa 6binn ANarHOCTUPOBaHbI NPeHaTaNbHO B BUAE MHOMXECTBEHHbIX
pabgomuom ceppua. B 5-mecauHom Bo3pacTe AMarHOCTMPOBaH CUMMTOMATUYECKUIA CUH-
Lpom BecTa, panbHewwee nporpeccupoBaHue HEBPOJIOrMYeckor natonoruu. B Hactos-
Lee Bpema Y NaumeHTa NMeTCA OCNIOKHEHUA, CBA3aHHbIE C MPOrpeccMpoBaHMeEM PoCTa
aHTMOMMONUMOM MOYEK.

MNMosiBneHme TapreTHOM Tepanuu MHrMbmutTopamm mTOR oKa3anocb MHoroobellatowmm
LJ1A NNeYeHNA NOPAKEHNIN KOXKMW, CBA3AHHbIX C Ty6epo3HbIM CKiepo3oMm. Taknum obpasom,
MO>KHO KOHCTaTMPOBaTb, YTO TY6EPO3HbIN CKNepo3 y feTer U3 rpynnbl opdaHHbIX 3abone-
BaHMWI NepelLuen B rpynny KypabenbHbix 6051e3Hel ¢ ynpaBnaemoi TakTMKon HabnogeHns
N NeyeHns, HO NPOrHO3 1 yCreX NPOBOAUMON Tepanuy 3aBUCAT OT PaHHeN JMarHoCTUKM
[aHHOTO 3a60/1eBaHNA 1 BbICOKOIO YPOBHSA 3HaHWUI Bpayel pasfnyHbIX creuranbHOCTen:
HeBPOJIOroB, NeAmnaTpoB, lePMaToNoroB, KapAVOoNIOroB, reHeTHKOB.
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