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KJAHUYECKHUHN CJYYAH TYBEPO3HOI'O CKJIEPO3A (BOJIEBHU TIPUHIJIA-
BYPHEBWJLJIS)

Kaunosa A3zanus Pumarosna, CaBuenko Hatanba BuktopoBHa

Kadenpa nepmaToBeHneposornu u 6€30MacHOCTH KU3HEACATEILHOCTH

OI'bOY BO «YpanbsCkuil rocyJapCTBEHHbI MEIMLUMHCKUN yHHBepcuTeT» MunsapaBa Poccun
ExaTtepunOypr, Poccus

AHHOTaAUA

Beenenne. TyOepo3Hblii CKIIEpPO3 — ayTOCOMHO-JOMUHAHTHOE TCHETHUECKH I'eTepOreHHOEe 3a00JIeBaHUE ¢ HEIOIHON
NEHETPaHTHOCTBIO, BapHaOeNbHOI JKCIPECCHBHOCTBIO W BBICOKOH YacTOTOH BO3HWKHOBEHHS HOBBIX (CITOHTAHHBIX)
MYTaIid, KOTOpble OOHApYKUBAKOTCS B 68% Bcex CliydaeB, AeOTUPYOIINX B paHHeM Bo3pacte. Llesb ncciaenoBanus
— JIEMOHCTpanus KIMHHYECKOTO ciaydas TybeposHoro ckiepos3a (6omesnu [Ipuuria- BypHesmwmurt). MaTtepuaasl u
Metoabl. [IponsBeneH 0030p 3apyOeKHBIX W OTCYCCTBEHHBIX MyONHMKAILMH C HCIIOIb30BAHHEM ITOUCKOBBIX CHCTEM
eLIBRARY.RU, cyberleninka.ru, Medscape, PubMed. Knuunko-aHaMHECTHUECKHIA METOT: M3YUCHUE HCTOPHU OOJIC3HH,
OCMOTp TalMeHTa, KIMHHKO-abopaTopHOoe obcienoBanue. Pesyabrarbl. [lpeacTraBieH KIMHUYECKUHA Ciydaii
TyOeposHoro ckieposa (Oonesnu IIpunrna-bypuesmist). BoiBoabl. TyOepo3Hsiid ckiepo3 sBisieTCs: 3a00JIeBaHUEM C
MOJIMCUCTEMHBIM IIOPaYKEHHEM B CBSI3H € YeM TPeOyeT MEeX IMCLUIUIMHAPHOTO ITOJX0/1a ¥ BBIOOPa ONITHMaIbHON TAKTHKH
BEJICHUSI.

KiroueBble cjioBa: TyOepO3HBIi CKiIepo3, pakoMaros.

CLINICAL CASE OF TUBEROUS SCLEROSIS (PRINGLE-BOURNEVILLE DISEASE)
Kaipova Azaliya Rishatovna, Savchenko Natalya Viktorovna

Department of Dermatovenerology and Life Safety

Ural State Medical University

Yekaterinburg, Russia

Abstract

Introduction. Tuberous sclerosis is an autosomal dominant genetically heterogeneous disease with incomplete
penetrance, variable expressivity and a high frequency of new (spontaneous) mutations, which are detected in 68% of all
cases debuting at an early age. The aim of the study is to demonstrate a clinical case of Pringle-Bourneville disease.
Materials and methods. A review of foreign and domestic publications was conducted using the search engines
eLIBRARY.RU, cyberleninka.ru, Medscape, PubMed. Clinical and anamnestic method: study of the medical history,
examination of the patient, clinical and laboratory examination. Results. A clinical case of Pringle-Bourneville disease is
presented. Conclusions. Tuberous sclerosis is a disease with multisystem involvement, and therefore requires an
interdisciplinary approach and the choice of optimal management tactics.

Keywords: tuberous sclerosis, phacomatosis.

BBEJIEHUE

Ty6epo3usiii  ckiepo3 (bonesns I[Ipunrna-bypHeBwuiss) — ayTOCOMHO-JIOMHHAHTHOE
reTepOreHHoe 3a00JIeBaHUe C HEIMOJHOW MEHETPAHTHOCTHIO, BApHAOEIBHON IKCIPECCHBHOCTHIO U
BBICOKOM 4aCTOTOH BO3HWKHOBEHHUsSI HOBBIX (CIIOHTAHHBIX) MYyTalllii, KOTOPbIE OOHAPYKHUBAIOTCS B
68% Bcex cirydaeB, 1€0I0THPYIONIMX B paHHEM Bo3pacTte [1].
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3aboneBanne 00yCIOBICHO HHAKTHBUPYIOIUMH MyTausMu B ogqHoM u3 reHoB TSCI1 (34-i
y4acTOK KOpOTKoro ruieda 9-it xpomocombl) wiu TSC2 (13- ywyacTok miuHHOTO Iuieya 16-i
XPOMOCOMBI), KOJUPYIOIIMX CUHTE3 OCJIKOB raMapTHa U TyOepruHa cooTBeTCTBeHHO. I 'enbl TSC1 u
TSC2 B HOpME SBISIOTCS €CTECTBEHHBIMU I'€HAMHU-CYIIPECCOPAMU OITyXO0JIEBOTO pocTa. benkoBsie
npoayktel reHoB TSC1 m TSC2, ramaptun u TyOepuH, 00pa3ylT reTepoJuMep, CIOCOOHBIN
MHTUOMpoBaTh onocpenoBanHblii Komiuiekcom mTORCI curnanbHeiidi kackan. JlaHHas kKuHasza
SBIIAETCA KJIIOUEBBIM PErYJISTOPOM POCTa U mpoiudepalnu KIEeTOK, MOITOMY MpH 3a00JeBaHUU
Pa3BUBAIOTCSI MHOXKECTBEHHBIE JOOPOKAYECTBEHHbIE OIYXOJH (TaMapTOMBbl) B pa3jMyHbIX OpraHax,
BKJIIOYasi TOJIOBHOM MO3T, TJia3a, KOXYy, CepAle, MOYKH, MeUeHb, JIETKUE, JKeTyT0YHO-KUIIeYHbIN
TPaKT, SHJOKPUHHYIO U KOCTHYIO CUCTEMBI [2].

Tak kak mopaxkeHus Koxku HaOmomarorcs noutd y 100% OOJBHBIX M YacTO SIBISIOTCSA
[IPE3EHTUPYIOUIMMH TpU3HAKaMH, OCHOBHas poOJib B JUAarHOCTHKE TyOepo3HOro CKJeposa
MPUHAJJICKUT iepMaTosoram. K KosKHBIM NposiBiIeHusM TyOepo3Horo ckieposa (bonesnu [Ipunrna-
BypueBwsi)  OTHOCAT:  aHTHOGUOPOMBI ~ CANBHBIX  JK€J€3, THUIONUTMEHTHBIE  MSTHA,
COEIMHUTEIIbHOTKAHHBIE HEBYCHI, OKOJIO- M TOJHOTTEBble (PUOpPOMBI, Tpoduueckue H3MEHEHUs
HOTTEBBIX IUIACTUHOK, (UOpPOMATO3HYIO TuIepIuiasuio jaeceH. OaHuM u3 Haumbojiee YacThIX
MPOSIBIICHUH MATOJOTMHU CO CTOPOHBI KOXH SIBJISIIOTCSI aHTMO(UOPOMBI CabHBIX JKejle3, KOTOpbIe
JIOKAJTU3YIOTCSl MIPEUMYIIECTBEHHO Ha jmie (IIEeKH, CIIMHKA HOca, MOJ00pPOIOK, J100), pexke — B
naxoBbIX obOsacTsax. KiauHuyeckn aHruouOpoOMbl BU3YaTU3UPYIOTCS B BHJE  Y3€JIKOB
KpacHOKOopu4HeBoro orreHka (tun [lpunria), mBeta HopMmanbHOM Koxku (Tun banbuepa) wnm
¢ubposnoit mnotHocTH (TN Asutono-Jlepenna-/lapre), OKpyriol UM KynojaooopaszHoil (hopMsl ¢
IJIaJJKONM TIOBEPXHOCTBIO, MSTKOM WJIM IJIOTHO3JACTHUECKONM KOHCHUCTEHLIMU. OJEMEHTHI Yalle
MHOYECTBEHHbIE, HO MOT'YT OBbITh U €IMHUYHBIMH, pazMmepamu oT 1 10 10 mm. KoxxHble nposiBieHus
6ose3un [Ipunrina-bypHeBUIUIA 4acTo COUETAIOTCS C MOPAXKEHHEM BHYTPEHHUX OpPraHoB. Y psna
OOJIbHBIX BCIIEICTBHE OOpa30BaHMS Y3€JIKOB U OYyrOpKOB B KOpE I'OJIOBHOTO MO3ra, KaJIbIMHATOB,
TUTaHTOKJIETOYHON acCTPOLUTOMBI, JMAarHOCTUPYETCS YMCTBEHHAsi OTCTAJIOCTh, SMUJIECNITUYECKUE
MapOKCU3MBI (CHHAPOM Y3CTa), CIaCTUYECKHE MapalnudH, MCUXOMAaTUYECKHE CIBUTH, HApYLICHHE
LUKJIa «COH — 6oapcTBOBaHueY. Y 50 — 87 % O0JbHBIX BCTpedaeTcsl MaToJIOTUs OPraHoOB 3pEHUS B
BUJE TaMapTOM CETYaTKM MJIM acTPOLUTOM, 4Yalle OJHOCTOPOHHHUX M BOJM3M 3pauka,
pPa3BUBAIOIIMXCS OJMHOYHO WJIM MHOXECTBEHHO B (opMe BBIIYKIOCTH, HalOMUHAIOIIEH
«IIETKOBUYHYIO SITO/Y»; BO3MOKHBI 3aCTOMHBIE TUCKU U aTpodus 3puTeNbHBIX HepBOB. Hepenko
pa3BHUBAIOTCS MOpPAXKEHHE IMOYEeK ¢ 00pa30BaHHMEM JBYCTOPOHHUX AHTMOMHOJIMIIOM, PEHAIBHOM
KapIMHOMBI, TIOJIMKUCTO3HBIX H3MeHeHHH. OnyxosneBuaHble oyard (HOPMUPYIOTCS B CepAle
(pabmomuomsl), Jerkux (MMMdaHTHOIEHOMHOMAaTO3). B psne ciaydaeB HaOMIOmaeTCsl MOPaKeHHE
KOCTEeH B BHJI€ THIIEPOCTO30B KOCTEH uepemna, AJIMHHBIX TpyOuaThIX KocTeil. V3meHeHus 3y0oB
XapaKTEePU3YETCsI TOUKOOOPA3HBIMU BIABICHUSIMH dMalu («psibas smanwy) [2,3,4,6].

Jleuenne npu TyOepo3HOM ckiiepose (6orne3nu [Ipunrina-bypHeBWLIs) mpenMyIeCTBEHHO
cumnTomatuyeckoe. B 2012 romy 3aperucTpupoBaH MpenapaTr 3BEPOJUMYC, KOTOPBIM SBISETCS
MHTUOUTOpOM curHampHoro mytd m-TOR. Vcnonb3oBaHWE TaHHOTO Mpernapara MPUBOIUT K
CHIDKEHHIO DPOCTa OMyXOJieil B TOJIOBHOM MO3re, IMOYKaX, COKpAIICHHWIO pPaOAOMHUOM cepaua
O0mbIIOr0 00BEMa, BBI3BIBAIOIIUX T'e€MOJMHAMUYECKHE W3MEHEHHs M HapylieHus purMa [7].
JlepMartonoruyeckass KOppEeKLHUs MpelycMaTpuBaeT yJaleHue aHruopuOpoM ¢ MOMOIIbIO
KIOppeTaxka, XHMUYECKUX MWINHTOB, KPUOAECTPYKLIUH, THATEPMOKOATYJIISINH, (POTOTMHAMHYECKON
Tepanuu U Ja3epHbIX TeXHOIOoTui [4,5].

Henb wucciaenoBanus — JEMOHCTpalMs KIMHUYECKOTO ciay4ass TyOepO3HOro CcKieposa
(6onesnum [Ipunrna- bypueBuiis).

MATEPHUAJI U METO/IbI

[IpousBenen 0030p 3apyOeKHBIX W OTEUECTBEHHBIX MyOTMKAIMi C HCHOJIb30BaHHUEM
nmouckoBeix cucteM eLIBRARY.RU, cyberleninka.ru, Medscape, PubMed. Kiunuko-
aHAMHECTHYECKUN METOJI: U3yUYeHUE UCTOPHUH OOJIe3HH, OCMOTP MallMeHTa, KIMHUKO-Ia0opaToOpHOe
o0creoBaHue.
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PE3YJIbTATBI

[Mauwment I1., my>xxunna, 40 net. XKanoObl Ha BBICHIMAHUS KOXKU JIUIA COMPOBOMKIAIOLTUECS
YyBCTBOM XCOKEHMs, O0JIM B cepile, MOACHUIE, CHIKeHHe mamsatu. COop aHaMmHe3a 3aTpyAHEH,
J€30pUEHTUPOBAH.

Anamnesis morbi: co ciioB manueHTa 60JIEH ¢ POKICHHS, IMarHO3 yCTaHoBIeH B 1986 roxy,
B TEYCHHWE OKM3HH K JEpMaToJOry He oOpalmaics, BBICHIIAHWS HHUKAaK He OeCIOKOWIH,
BBIIIICTIEPEUNCIICHHBIX kalo0 He mpeabsBisi. B xoxe yuyactuss B CBO mosBuimuch xajiodbl Ha
CHWKEHHUE MamsTh, 001 B cepAle u nosicauie. O0paTusics 3a MEIUIIMHCKONW TTOMOIIBIO 110 MECTY
ciIykOBbI, 110 3Tanam 3Bakyaruu 0bu1 rocutain3uposad B 354 BKI r. ExatepunOypr.

Status specialis: KoxHbIif TOKpOB (PH3UOIOTHIECKON OKPACKH, HOPMAJIBLHOW BIIAKHOCTH H
TeMieparypsl. [laTonorudeckuii KO>KHBIHM MpoIlecC JIOKaTN30BaHHBINA, CHMMETpU4HbIN. [IpenctaBien
MHOXECTBEHHBIMH Y3€JIKaMH U OKPYTJIBIMH, MECTaMHU CIMBHBIMH TMAMyJIaMH pa3MepoM oT 1 10 7 MM
B JUaMeETpe, SIPKO-KPacHOTO IIBETa, MOIYIIApOBUAHOW (HOPMBI, IMIIOTHOBATOW KOHCHUCTEHIIMH, C
YeTKUMHU TPAaHUIAMH, TIaJKOH MOBEPXHOCTHIO M TEJICAHTMOIKTA3USIMHU, PACHOJIOKEH B 00JacTu
HOCOTYOHBIX CKIIAJIOK, IIEK, HOca, moaoopoaka. CTpyKTypa MPUAATKOB KOKHOTO IMOKPOBA (HOTTEH,
BOJIOC) HE U3MEHEHA.

B xone rocnuranuzanuu ObIIM BBIIOJHEHBI cienyromue obcnenoBanud. Y3U modek:
ConmaHo-KUCTO3HOE 00pa3oBaHue B 3a0pIoMMUHHON KieTdaTke cripaBa. MPT romoBHoro mosra: MP
— IPU3HAKU TyOepOo3HOro ckiepo3a (eIMHHYHbIE CYyO’NEeHIUMHbIE Y3€JIKH Ha CTEHKaX OOKOBBIX
KEITy10YKOB), CcyOKOpTHKaIbHAS " MIEPUBEHTPUKYIISIPHAST MUKPOAHTHOTIATHS.
OnekrposHuedanorpadus: ¢onoas I3 ¢ mpeobiagaHueM OPraHU30BAHHOTO alb(ha-puT™ma.
SnuenToGOpMHONW AaKTUBHOCTH, MEXKIIOIYIIAPHOH acHMMETPUH Ha MOMEHT HCCIICJIOBAaHUS He
3apeructpupoBaHo.  KommbrorepHas  Tomorpadusi ~ OpraHoB  OpIOIIHOW  IOJIOCTH €
KoHTpactupoBanueM: Okpyriioe oOpa3zoBaHHue cpegHel TpeTu npaBoil mouku 50X60 MM (BeposITHO,
KHCTa C KPOBOUBTHUSHUEM ), TETIATOCTUICHOMETaJIHsI, MHO)KECTBEHHBIE KICTHI TICUEHHU.

Huarno3: TyOGepo3usrii ckiepos (6one3ns [Ipunria-bypaeBumis)

OBCYXJIEHHUE

TyGepo3Hblii CKIIEPO3 — 3TO I€HETHYECKH NEeTEPMUHHUPOBAHHOE 3a00JIeBaHHE M3 TPYMIIbI
dakoMaTo30B,  OTNIMYAIOIIEeCs]  IIUPOKHM  CIEKTPOM  KIMHUYECKHX  MPOSBICHUH U
MIPOTPECCUPYIONINM TE€YCHHUEM, KOTOPOE MPUBOIUT K COKPAIIEHUIO TPOIOJKUTEIFHOCTH KU3HU U
WHBAJIUIU3AINH MAlMeHTOB. JIIUTeIhHOE OTCYTCTBHE CHMIITOMOB MOXET MPHBOJUTH K MO3AHEH
OUarHocThkKe 3a0oneBaHus. TakThka BeACHMs 3aKIOYaeTcs B IOXKU3HEHHOM HaOJIOIeHUN
MYJIBTUAUCIUILTHHAPHON KOMaHIOW CIIEIMATUCTOB (MEAUIIMHCKUI T€HETHK, HEBPOJIOT, Hedpoior,
ypOJIOT, OHKOJIOT, ITyJIbMOHOJIOT, KapJHOJIOT, JIOromneia, o(TaabMoJIor, Ie(eKTonor, MCHUXOJOor,
NICUXUATpP, HEUPOXUPYPT, IEPMATOIIOT) C OCOOBIM BHUMAHUEM K JKU3HEYTPOKAIOIIIM OCIIOKHEHUIM
TyOEpO3HOTO CKiIepo3a (mporpeccupyromas ruapouedanus, dMUICNTHYCCKUNA CTaTyC, MOYeUHas
HEJOCTAaTOYHOCTh W KPOBOTEUEHHUS B TIOYKH, JbIXaTelbHAsh HEJIOCTATOYHOCTh), OCMOTpE U
oOcrmeoBaHUK (B TOM YHCIIE MOJIEKYJISIPHO-TEHETUYECKOM) OJMKAMIIMX POJCTBEHHUKOB
(ponuteneii u cubcor), MPT ronoBHoro mosra B tuHamMuke — 1 pa3 B 2-3 roja, €ciiy HeT IPU3HAKOB
CyO3IMeHIUMANTBHBIX TUTAHTOKIETOYHBIX acTporuToM (COI'A); mpu Hammunu COI'A mpoBeneHue
MPT pexomenayercs | pa3 B roj; npu 3apukcupoBaHHOM pocTe omyxoiu — 1 pa3 B 6 mecses. [locie
JOCTHXKEHHsI MalueHToM Bo3pacta 30 JieT yrpo3bl pa3BUTHS OMyXold He oTmedeHo. Eciu B
nuHaMuKke 1o nanasiM MPT, otmedaercst mporpeccupoBanne COI'A (yBenmueHue ee o0bema), 1axe
B OTCYTCTBUH CHMIITOMOB BHYTPHUYEPENHOW TUNEPTEH3MH — KOHCYJIbTALUA HEHpoXupypra u
pelIeHre BOnpoca 0 He0OX0IMMOCTH HEHPOXUPYPTrHUECKOT0 BMeNIaTenbcTBa. [Ipr HEBO3MOKHOCTH
MIPOBEJICHUST HEUPOXUPYPIUUECKOTO BMEIIATENbCTBA MpH mporpeccupoBanuu COI'A - HazHayeHHe
sBeposiumyca [5].

BbIBO/IbI

TyOepo3Hblil CKIIEpO3 SIBIsSIETCA 3a00J€BAaHUEM C MOJIMCUCTEMHBIM MOPAKEHUEM B CBSI3U C
4yeM TpedyeT MEeXIUCIUILTMHAPHOTO TOIX0a U BEIOOPAa ONTHUMANIbHOM TAKTUKH BEJICHUS.
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YECOTKA Y TPYJIHOI'O PEBEHKA: IIPOBJIEMbI JUATI'HOCTUKU H
AKTYAJIBHOCTbDB NIP-AUATHOCTUKU B PYTUHHOMU ITPAKTUKE

Anronosa Cernana Bopucosna!, Bakypos Eprenmii Buxtoposuu', Bonkosa IOnus Cepreesnal,
dumomosa Anactacus Jmutpuenna’

'Kadempa nepmMaToBeHEpOIOTHN 1 6€30TIACHOCTH KH3HEIEATETHHOCTH

®I'bOY BO «Ypanbckuii rocy1apcTBEHHBIN MEIULIMHCKUN yHUBEpcUTET» MuHn3npasa Poccun
ExarepunOypr, Poccus

AHHOTAHUA

Brenenne. UecoTka — 3TO pacnpocTpaHEHHOE Mapa3uTapHOE 3a00JICBaHUE KOXKHU, BBI3BIBAEMOE KIICIIOM Sarcoptes
scabiei. 3aboneBaeMoCTh OCTAa&TCS BBICOKOM Cpemu JeTell MIIaIIiero Bo3pacrta, MPH 3TOM JHATHOCTHKA B PSIIE
CIy4yaeB 3aTpyJHEHa U3-3a aTUIUYHBIX MPOSIBIIEHUI U OTCYTCTBUS HACTOPOXKEHHOCTH y Bpauel [1]. Leab. Ouenutsb
CJIO)KHOCTH JUArHOCTHKH YECOTKH y TPYIAHBIX JCTCH U MOAUEPKHYTh POJIb HHCTPYMEHTAIBHBIX METOIOB, TAKKX KaK
MUKpockomnus, nepMatockorus u [I[P-auarnoctuka. Matepuanasl u MeToAblL [IpoBen€éH aHaNN3 KIMHUYECKOTO
cllydass YECOTKH Yy TpPYAHOro peOEHKA, COMPOBOXKMABIICTOCS [UIMTEIBHBIM JIHMATHOCTHYCCKHM IEPHOJOM U
OIMHUOOYHBIM JHAarHO30M AaTOIMMYECKOTO JAepMaTHTa. JMarHocTMka IPOBENCHA METOIOM MHKPOCKOIIYECKOTO
uccienoBaHus, qepMarockonuu [2, 3]. Pe3yabTarhl. BrisiBiena Hu3Kas IMarHocTU4Yeckasi HACTOPOKEHHOCTh Bpauei
MIEPBUYHOTO 3BE€HA, OTCYTCTBHE CBOEBPEMEHHOTO MUKPOCKOITMYECKOT'O NCCIICOBAHMSA, YTO MIPHUBEJIO K JITUTCILHOMY
JUArHOCTUYECKOMY TIEPHONY M YXYAIICHWIO COCTOSHHS MMalueHTa. TmaTenbHBIH cOOp aHaMHE3a, KIIMHIMYECKHHA
OCMOTp C MpPOBEACHHEM JEPMATOCKONIMH C OOHApyKEHHEM THMHYHBIX S. Scabiei X0oapl MO3BOJMIO YCTAHOBHUTH
quarHo3 [4]. IIpumenenne cepHOM Ma3u 5% MPUBENO K MOJTHOMY KIIMHHYECKOMY BBI3OPOBICHUIO.

BriBoabl. UecoTka y gereil paHHero Bo3pacTa TpeOyeT THIaTeNIbHOro cOopa 3MUIeMHUOJIOIHYECKOT0 aHaMHe3a U
00513aTeIbHOTO WHCTPYMEHTAJIBHOTO mmonaTBepxacHus. Brumodenne I[II[P-muarHOCTHKM B PYTHHHYIO TPaKTHKY
MTO3BOJISICT 3HAYUTEIIBHO MOBBICUTh TOYHOCTD JMATHOCTUKY U CHU3UTh YACTOTY TUArHOCTHYCCKHX OMIMOOK [6,7].
KaioueBble ciioBa: yecorka, [1L[P-auarnocrrka, gepMarockonus, Sarcoptes scabiei, auarsocruka, JeTH.
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