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AHHOTANUA

TyOepo3HbIi CKJIEpO3 — TeHETHUECKOe 3a00JIeBaHUE M3 TPYIIBI (JaKoMaTO30B, XapaKTepHU3yeMoe
TTOPKEHUSIMH KOXKH, HEPBHOM CHCTEMBI M BHYTPEHHUX OPTaHOB, CBSA3aHHBIMH C HapyIIEHUEM Iposudepa-
1AW, MUATPAAH B TU(GPEPEHITMPOBKU KIETOK HEHPOTIHH.

[Tpu TyOEepo3HOM CKJIEPO3€ YacTO MOPAKAOTCS Pa3IMYHbIE OPTaHbl, a JICYCHUE BIIEPBBIC JTUATHO-
CTUPOBAHHBIX CIIy4aeB TYOSPO3HOTO CKJIEPO3a OOBIYHO SBISETCS MYJIbTHAMCITUIUIMHAPHBIM, YTO CO3/1aeT
npo0IeMy I KOMITIEKCHOTO KJIMHUYECKOTO BEJECHHUS MAIlUEHTOB C TyOEepO3HBIM CKJIepo3oM. Tpaauim-
OHHO Teparnusi TyOepO3HOTO CKIIEp03a B OCHOBHOM COCTOUT M3 XUPYPIHYECKOTO JICUCHUS M CUMITTOMATH-
YecKo# momaepkuBaromiei Tepanui. OHAKO B TIOCIIETHUE TObI MPEIIOKEHA KOHIETIUS MPEIM3UOHHON
MEUITMHBI ¥ BCe OOJIbIIICe BHUMAHUE YACISICTCS MOJISKYJIIPHON TapreTHOM Teparvu.

B crarhe ommcaH peakuil ciydail TeHeTUYECKH JETEPMUHUPOBAHHOTO MOJIMCHCTEMHOTO 3a00J1eBa-
HUs — TyOepo3Horo ckieposa (6one3nb bypueBwmnsa-Ilpunria). [IpaBunbHas u cBOEBpeMeHHasl THArHO-
CTHKa TyOEepO3HOTO CKJIEPO3a MMEET OCHOBOITOJIAraroliee 3HaYeHHe, TTI03TOMY B CTaThe MOAPOOHO H3JIOXKE-
HBI COBPEMEHHBIEC AMUEMHUOIOTHUECKHE JIaHHbBIE, TCHETHYECKHUE M KIIMHUYECKUE KPUTEPUU THArHOCTUKH
3a0oneBaHus U JedeHne. Ha mpumMepe uctopuu 00JIe3HU MalMeHTa ¢ TYOSpO3HBIM CKIIEPO30M IIPOaHATTU3H-
pOBaHBI 0COOCHHOCTH TeUEHUs 3a00IeBaHUS B JIETCKOM BO3PAaCTe.

B npencraBneHHOM KIMHUYECKOM MPUMEPEe IEMOHCTPHUPYETCs Kiaccuueckas cumnromaruka TC u
PEKOMEHTaIliH.

Knrouesvle cnosa: oemckas nesponozus, cenemuyeckue 3a001e8anus, myoepo3Hulll CK1epos.

Beenenne

Ty6eposnsiii ckinepos (nanee — TC) — ayTo-
COMHO JIOMUHAHTHOE T€HETUYECKU MYIBTHCHUCTEM-
HOe 3a0oJIeBaHKe, MaHU(DECTUPYIOIIEe MPEUMYIIIe-
CTBEHHO B JIETCKOM BO3PACTE U MPOSBIISIIOIIEECs 00-
pa3oBaHUEM B pa3IMYHBIX OpraHax v TKaHIX J100po-
Ka4eCTBEHHBIX HOBOOOpa3zoBaHMii (raMmapTombl) [ 1].

Tumns! TyOGepo3HOro cKiepo3a:

[epssiii Tun: TSCI - 9934 (xonupyer ra-
MapTHH);

Bropoii Tun: TSC2 - 16p13 (konupyer Ty-
Oepun);

Tpetuit Tun: TSC3 - 11923 (nonoaHUTENb-
HBIH ToKycH).
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VYV 80-85 % nanuentoB TC umerorcst myTa-
nuu B reHax TSCI1 u / wim TSC2, 94T0 MpUBOANT K
aKTHBALUM MYTH CUTHaIbHOM nepenaun mTOR1,2.
[IpoayKThl T€HOB raMapTUH U TYOECpUH SIBISIOTCS
cyImpeccopaMu Ipolecca 00pa3oBaHusl OMYyXOJEH,
peryaupyromme KIeTouHbIi pocT [2; 3].

Kiroueoit npusnak TC - pa3Butue no6po-
KaUECTBEHHBIX OMYXOJIe U JPYTUX U3MEHEHUU B
pa3IMYHBIX OpraHax, B TOM YHCJE B KOXE, TOJIOB-
HOM MO3re, I71a3ax, MoYKax, MeUeH! U Ceplle.

Ucrtopusi. BriepBbie TyOepo3HBIN CKIIEpoO3

Taoauma 1. Tuner TC

Obl1 onucaH PexnuurxayseHom B 1862 1. dpan-
y3 bypueBuias B 1880 1. moapoOHO mMccmenoBat
Mopdonoruueckre U3MEHEHUs, MPOUCXOAIINE B
TOJIOBHOM MO3Te€ IpH 3TOM 3a00JieBaHUU, U BIIEp-
BBI€ YIIOTPEOMII TEPMHUH «TYOSpO3HBIN CKIIEpo3». B
1890 r. nepmarosior [IpuHrn caenan onucaHue aH-
ruopudpom nuna y nanuentoB ¢ TC. [Tostomy B
JUTEepaType Mo HEBPOJIOTUN MOKHO BCTPETUTDH CH-
HoHuMUYHOE HazBaHue TC — Oomne3nr bypHeBuI-
ns-Ilpunrna [1; 4]. PazButre TyOepo3HOTO CKIIEpO-
3a ompeensaeTcs AByMs TeHamu (Tabnuma 1).

Tun XpoMocoMa. JJOKYC benok
1 tun - TSC1 34 nnuHHOTO Meda 9-ii XpoMOCOMBI raMapTUH
2 tun - TSC2 13 kopoTkoro mieda 16-if XpoMOCOMBI TyOepuH

Hcmounuk: cocmaesieno asmopamu

75 % ciay4yaeB —3TO CIIOHTAHHbIE MyTallUH,
B 25 % — nepenava mo ayToCOMHO-JOMUHAHTHOMY
THUIy HACJIEIOBAaHUS OT POIUTEIECH.

Pacmipoctpanennocts: Yacrora TyOepos-
HOTO CKJIEpO3a B MOMYJISIMH COCTABISIET Y HOBO-
poxaennbix — 1:6000. Pacnpoctpanennocts TC

Tabnuna 2. Kiinnnyeckue kputepuu TC

Bapeupyercs: 6,8-12,4 / 100 TBIC., paBHOMEPHO
pacrmpeneneHa cpeld BCeX ITHUYECKUX TPYII U
obonx momnoB. Kommiiekc TyGepo3HOTO CKiIepo3a
nopaxaetr oaHoro u3 10 000 HOBOPOXKIACHHBIX,
1 OONBIIUHCTBY MAIlMEHTOB AMArHO3 CTABUTCS B
T€UEHHE MEPBLIX 15 MecaleB ku3uu. uarnocru-

boJubiue npu3HaKku

MaJible NpU3HAKHU

['unonurmenTHbIC MATHA (>3, KAK MUHUMYM 5
MM B JINAMETPE);

[TsaTHA «KOH(ETTH» Ha KOXKE;

Anruogpudpomsl mua (> 3);

MHorouncieHHbIe YrTyOneHus B dMann 3y0oB (> 3);

HerpaBmarnyeckue OKoJIOHOTTEBbIC (DHOPOMBI
>2),

dubpomsl neceH (> 2)

Y4acTKu «11arpeHEBOM KOKHY;

AXpOoMaTHYEeCKHI y4aCTOK CETUYATKH IJ1a3a;

MHOXeCTBESHHEIC raMapTOMbI CCTYATKH,

ITonuKnCcTO3 MOYEK;

®ubpo3zHble OnsIIKY Ha JI0Y;

KOpTI/IKaJ'ILHBIe JUCIIJIa3MU B BUEC
KOPTUKAJIbHBIX Ty'6CpCOB; MUT'PAIIUOHHBIX
TPaKTOB;

CyOsneHIMMaTbHBIC Y3JIbl;

I'mraaToxneroynas ACTpOIMTOMA,

I'uranTokneroyHas ACTPOLMTOMA,

PaGnomuomel cep/iiia, MHOXKECTBEHHBIE HITH
OJIMHOYHBIE;

Jlumpanrnmaro3s jerkux;

AHruomuosumnomaros (> 3);

MHOXeCTBEHHBIE CyOrTIeHIMMATIbHBIE
KaJbIU(UKATH B CTEHKAX JIaTepaibHbIX

JKETYT0YKOB

['amapTOMBI BHYTPEHHUX OPTaHOB (BHEMOYCYHBIC
ramMapTOMBI).

Hcmounuk: cocmaeneno asmopamu
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YECKHWE KPUTEPUU TYyOEpO3HOTO CKJIepo3a ObLIN
nepecmotpenbl B 2012 rogy na Il MexayHaponu-
HOU KOH(epeHIINH M0 KOMIIJIEKCHOMY KOHCEHCYCY
1o Tyoepo3Homy ckieposy [S5]. Jmarao3 ocHOBBI-
BAaETCsl Ha TEHETUYECKUX KPUTEPUSX, MyTEM BBI-
SBJICHUSI UHAKTUBUPYIOIIEH MaTOreHHONW MyTaluu
reHoB-cynpeccopoB omnyxoin TSCIl u TSC2, u
KJIIMHUYECKUX KPUTEPUSX, BKIIOYas KOXKHBIE, I10-
YeuHbIe, JETOUHbIE, CEepP/JACYHblE U HEBPOJIOTHYE-
CKHe TIposiBiIeHu (Tabmuma 2).

Jlnarno3 TyOepoO3HBIA CKJIEPO3 YCTaHABIIH-
BalOT Ha OCHOBAHHUM HAJIM4UA: 2 MEPBUYHBIX MPU-
3HAKOB WJIM | IEPBUYHOIO U 2 BTOPUYHBIX MPU3HA-
KOB [6; 7].

Hesponoruueckue npoodimembr TC cocTas-
JSI0T HauOoliee BaXKHYIO IMPUYUHY HApyLICHUH Yy
OOJIBIIMHCTBA MAI[MEHTOB H3-3a MX pPaclpocTpa-
HEHHOCTH W TsokecTh cumnToMmoB [8]. Chekrtp
MPOSIBJICHUM BKJIIOYAET OSIMJIEICUIO, KOPKOBBIE
TyOepKyn€3bl, CyOdNeHIUMAIbHBIE Y3€JIKH W TH-
TaHTOKJICTOUYHbIE ACTPOLIUTOMBI, YMCTBEHHYIO OT-
CTaJIOCTh, PACCTPONCTBA ayTUCTHUYECKOTO CIIEKTpa
u noBeaeHUeckue mpobiemsl [9; 10]. OcHOBHBIM
HEBpoOJOruyeckuM cumnTomMoM rpu TC sBusercs
snuiencus, oT kotopou crpaxart 90 % namuen-
toB [11].

Hauano osmnuiencuu BapbupyeTrcsi, HO Y
OOJIBIIMHCTBA IMALIUEHTOB OHA BO3HHUKAET B BO3-
pacte 1o 1 roga [12]. Bce Tunbl NprCTYNOB MOKHO
yBuzeth ¢ nomotpio TC. Haubonee pacnpoctpa-
HEHHBIM THIIOM MPHUCTYIIOB B paHHEM BO3pacTe
SBJISIOTCA MH(pAHTWIbHBIE CIA3Mbl, OT KOTOPBIX
crpagaroT noytd 40 % ManueHToB C MUIIEIICHUEH,
CBSI3aHHOM C KOMILUIEKCOM TyOepO3HOIo CKiepo3a
(manee — KTC) [13]. XoTs Gosiee paHHUE HCCIIE0-
BaHUs MOJATBEPIMIM TUIOTE3Y O MPUCTYIAX, MPO-
UCXOJSIINX U3 KOPKOBBIX KIIyOHEW, TOYHOE Ipo-
HCXOXKACHHE U MEXaHU3M JIHJIENTOreHe3a /10 CUX
nop auckytupyrores [14]. Heckonbko uccnenona-
HUN TPOJEMOHCTPUPOBATIN OTCYTCTBUE KOpPpEIs-
LUUU MEXIY TSDKECThbIO TyOepKyné3a U TKECThIO
smwitenicuu [15]. o 38-50 % mnamueHToB ¢ npu-
CTyNaMU HEBOCHPUUMYHMBBL K XHUPYPIHUECKOMY
BMemarenbCcTBy [16]. Bo3pact Havana U TsSkeCTh
MIPUCTYIIOB Haubosee MPeaCKa3bIBAIOT JI0JITOCPOY-
Hbl€ KOTHUTUBHBIE U IOBEJICHYECKUE PE3YIIbTaThl
[17; 18].

Koprukanbusie kinyonu (80-90 %) npen-
CTaBJISIFOT OO0 OJIMH U3 TUIIOB TOPOKOB Pa3BUTHUS
TOJIOBHOTO MO3ra, KOTOpbIE U JAaJii Ha3BaHUeE 3a00-

neBaHuto. CuuTaercs, 4YTO OHU BbI3BaHbI Hapylle-
HUEM KJIETOYHOU Tud()EepeHIMPOBKH U MUTPALUH
HEWPOHOB BO BpPEMs PAa3BUTHUSI HEPBHOW CHCTEMBI
[19]. JIluaum paguanbHOW MUTPALMU BO3HUKAIOT
BCJIEJICTBUE aHAJOTMYHOIO Ipoliecca U Haboaa-
10TCs Ha KiyOHsax. KopTukaibHble KIIyOHH conep-
KaT TUTAHTCKUE JUCIUIACTUYECKUE HEUPOHBI U
aCTPOLUTHI U UMEIOT TEHACHIIUIO OCTaBaThCs CTa-
OmnbHBIME B pazMepax [20]. MukpokiyOHH Takxke
MOXKHO OOHApy»XUTh B HOPMAJIBHOM Ha BHJI OeJI0M
BEIIECTBE.

Cy0snennumanbable y3enku (nainee — SEN)
— 00pa3oBaHMsl, BOSHUKAIOIINE MPEUMYIIECTBEHHO
BI0JIb OOKOBBIX CTEHOK M CTEHOK TPETHEro >Kemy-
nouka, HaOmonarotcs 6osee yem y 80 % OOJbHBIX.
[Tpumepno 5-15 % sTux paspacranuii Tpanchopmu-
pYIOTCSl B CyO3IIEHMMAaIbHbIE TUTAHTOKJIETOUHBIE
actpouutomsl (1anee — SEGA). SEGA cocrosT u3
FaHNIMONOAOOHBIX TMIAHTCKHUX KIJIETOK, JKCIpec-
CUPYIOUINX KaK HeMpOHaJIbHbIE, TaK M aCTPOLUTap-
Heie Mapkepbl. SEN / SEGA moryT octaBarbkcs 6ec-
cUMOTOMHBIMU. OIHAKO €CJIM OHU PACIIOJIOKEHBI B
oTBepcTH MOHPO, OHU MOTEHLIUAJIBLHO MOTYT BBI-
3BaTh OOCTPYKTUBHYIO TUAPOIIS(aTHIO U MOBHIIIIE-
Hue BHyTpudepenHoro gasinenus. 1 SEN, u SEGA
MOTYT OBITb OOHApPY)XCHBI MPEHATAIHHO WU TIPH
poxaenun, 1 SEGA penko pactyTt nocie 20 Jer.
BONBIIMHCTBO 3THX MOPAKEHUH HMMEIOT TEH/CH-
IO K IPOTPECCUBHON Kanblinpukanuu [21; 22].

[Ipu TyOepo3HOM cKiiepo3e YacTo Mmopaxa-
I0TCS pa3JInYHbIE OPraHbl, a Je€YeHHE BIIEPBbIC AU~
THOCTUPOBAaHHBIX ciydaeB TC OOBIYHO SIBISETCS
MYJABTUAUCHUILIIMHAPHBIM, YTO CO3JaeT mpoliemy
JUISL KOMIUIEKCHOTO KJIMHUYECKOTrO BEJCHMS Hallu-
enroB ¢ TC. Tpaguuuonno tepanusi TC B OCHOB-
HOM COCTOHUT U3 XUPYPTUUECKOIO JICUEHUSI U CUM-
NITOMaTUYECKOM TojaAepkuBaromiet tepanuu. Of-
HAKO B IOCJEIHUE TOAbl MPEAoKeHa KOHLIEMIUs
MPELU3UOHHON MEIUIIMHBI U Bce OOJblliee BHUMA-
HUE yIEISETCsl MOJEKYIISIPHON TapreTHOM Teparuu.

Bb160p KOHKPETHBIX aHTUAMHICITUYECKUX
npenaparoB (nanee — ADII) nist medeHus cyaopor y
nanuenToB ¢ TC ocHOBaH Ha TUTIE (TUITIAX ) IPUCTY-
OB MAIMEHTA, CHHIPOME (CUHIPOMAX ) TTHJICTICHH,
JIPYTUX BOBJIEYEHHBIX CUCTEMAX OPraHOB, BO3pacTe
MaIlMEeHTa, a TAKkKe MPOGUIIAX MOOOYHBIX AP (HEKTOB
ADII n goctynHeIX peuenrypax. B kauectse npo-
bunakTHYeCKOM Teparuu B UCCIIeI0BAaHUH UCIIONb-
3o0BaJicss BurabarpuH, mpemapar nepBoi JIUHUN JJIS
neyeHus: MH(GAHTWIBHBIX CIIa3MOB Y MJIQJICHLIEB C
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TC. beuto ycranosneHno, uto BurabGarpun (manee
— BI'b) sBnsiercst 3¢ (eKTUBHBIM TTPOTHUBOAIUTIETI-
TUYECKUM IPEerapaTroM JUisl YMEHbILIEHUS AETCKUX
cna3MoB npuMepHo y 50 % mnauueHToB, U OH ObLI
npu3HaH HaubOosee A(P(OEKTUBHBIM TMPU JIETCKUX
cra3Max, BbI3BaHHBIX TyOEpO3HBIM CKIEPO30M, IIPU
KOTOPOM 10 95 % MITaieHIIEB MIOJHOCTBIO IIPEKpa-
manu cBou cnasMbl. BI'b Obut cuHTE3MpOBaH 1JIs
YCWIEHUS HWHTHOUpYIOLeH TraMMa-aMHUHOMAcCIs-
HOM amuaeprudeckoit kuciotsl (manee — FAMK)
alMIepruyeckoi nepeaayu nepeayu myTeM MoBbl-
menust ypoBHsi [AMK nocpeactBom HeoOpaTumo-
ro uarnouposanusi [AMK-Tpancamunassl. Mexa-
HU3M, JISXKAIIH B OCHOBE 0c000i d(hPeKTHUBHOCTH
BI'b ipu TC, no cux nop HeuspecteH. OIHAKO €ro
3(h(HEKTUBHOCTD MPEIIOIAraeT, YTO AMUIICITOTECHES
pu TC mMoxeT ObITh CBsi3aH ¢ HapyieHuem [AM-
Kepruueckoii nepenaun. BI'b cnexyer paccmarpu-
BaTh B KaUe€CTBE MOHOTEPAIUU MEPBOMN JTUHUU AJIs
JeyeHus] MH(GAHTUWIBHBIX CIIa3MOB Yy MJIAJICHIEB C
nonreBepxkaeHHbIM nuarHo3om KTC. Dddexrus-
HOCTB JeyeHus BI'b M0OXHO OIleHUTE MeHee yeM 3a
10 nuel, HO OOBIYHO JIEUEHHE B TEUECHUE HECKOID-
KX JTHEeH 10301 okojio 100 mr / Kr / cyT Kynupyer
JeTckue crnasmbl. [Ipekpalienue crna3mMoB CBA3aHO
C 3aMETHBIM YJIyUYlICHHEM MOBEACHHUS U YMCTBEH-
Horo pa3BuTHs. K coxxaneHuto, cTajo siCHO, YTO UC-
noib3oBanue BI'b ¢Bs3aHo ¢ MO30HUM ITOSIBJIEHUEM
nedexroB nois 3peHus 10 50 % mauuenTtos. B Ha-
CTOsilIlee BpeMsl HEW3BECTHbl MHHHUMAaJIbHAs IPO-
JIOJDKUTENBHOCTh U 103kl JeueHus BI'B, kotopeie
MOTYT BBI3BIBaTh M0O0YHBIE A dekThl. ClieayeT usy-
YUTBH 11€J1eCO00Pa3HOCTh UCIIOJIb30BAHUS KOPOTKUX
MIepUOJIOB JieueHus (2-3 mecsma).

B kadecTBe mnpuMepa KIMHUYECKOW aua-
THOCTUKH MPUBOJUM OIMCaHUE Cilydasi peOeHKa ¢
nopo3penueM Ha TC. Manpurk E., Bo3pact Ha Mo-
MEHT OCMOTpa 7 MECSIIEB.

’KanoObl: Ha KOPOTKHE B3APAaruBaHUSI BCEM
TEJIOM C MKOTOM, BBIpaKEHHOE OECIOKONCTBO IO-
cjie 3TUX SMU30/I0B, HAPYIICHUE CHA, 3a/IepKKa B
pa3BUTHUH.

AHaMmHe3 3a00JI€BaHUS: CO CIIOB POJAUTEIICH,
JTaHHbIE KaJI00bI MOSBUJINCH B TEUCHHUE MOCIETHUX
5 nHeil. Ha mpeAcTaBI€eHHOM POAMTENSIMUA BHUAEO
3aUKCHpOBaHbl 2 3MU30[a KOPOTKUX B3/parvba-
HUU C UKOTOH, CXOKHE C SMUICNTUYECKUMHU CIIa3-
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Mamu. [lo moBoay BBIICONHUCAHHBIX K00 POAU-
TeIN 00paTHIIMCh K HEBPOJIOTY.

AHaMmHe3 XH3HH OT 3 OepeMEeHHOCTH, 2
ponoB Ha ¢oHe aHemuu, pu Y3U-cKkpuHUHTE Ha
22 Henenu JUarHOCTHPOBAH BPOXKICHHBIM MOPOK
cepana (nanee — BIIC), pabgomuoma. Poasl cpou-
HbIE, Bec npu poxkaeHuu 3800 rpamM, BBIITMCAH Ha
5 cytku. HeonaranbHbIN mepuo mpoTekas 0aro-
MPUATHO, MOTOPHOE Pa3BUTHE 10 BO3PACTY, KOH-
TPOJIb TOJIOKEHHS TOJIOBBI B 2 Mecsla, aKTUBHO
MepeBOpAYMBAIICS K 7 MecsuaMm, TyIeHue — ¢ 4 me-
CSILIEB.

CemeliHblid aHAMHE3: CO CJIOB POJIUTEIIEH,
HE OTSTOLLEH 10 HEBPOJOTUUYECKUM 3a00JIEBAHUSM.
N3BecTHO, 4TO peOEHOK OT 2 OEPEMEHHOCTH yMED
aHTEeHaTaJbHBIA rUOENb 102 B JOHOUIEHHOM CPO-
Ke, Tyroe 0OBUTHUE MYITOBUHBI BOKPYT LLIEH.

OOBEKTUBHBIN CTAaTyC: COCTOSHUE TIO TIO-
PaXEHUIO IEHTPAJIbHOM HEPBHOW CHUCTEMBI (7a-
nee — [THC) cpennetspkenoe Ha MOMEHT OCMOTpa.
HopMocTennueckoro TenociokeHusi, MOBBIIICH-
Horo nuranus. [lapokcu3ManbHbIE paccTpoOMCTBa
Ha MOMEHT OCMOTp He BbIsiBJIeHbl. DOopMa rojoBbl
OKpyIJias C BBICTYHNAIONIMMH TEMEHHBIMU OyrpaMu
U ¢ nedopmarieii B TeMEHHO-3aThIIOYHOM 00J1acTh
CJeBa 3a CYET MO3MIMOHHON KpuBoinen. OKpyx-
HOCTh T0J0BBI 45,0 cm, BP — oTkphIT, 2,0 X 2,0 cMm,
He HarpsbkeH. UepernHo-M0o3roBble HEPBBI: 04aro-
BOW KpaHWaJIbHOMW CUMIITOMATUKHU HET. [ eHepanu-
30BaHHas JABUTaTelIbHas aKTUBHOCTb IO BO3PACTY,
ObICTPO KcTOMAOTCS. TOHYC MBI CHUXKEH, CUM-
MeTpuuHbIA. CyXOXKUIbHBIE pedeKCchl — KUBBIC,
D=S.

KoxHble mokpoBbl OneqHble, Ha CIIMHE B
HUKE TpYyAHOM 00JacTH JeNUIrMEHTHPOBAaHHOE
onHO TsATHO pazmepom 2,0 x 1,0 cm, cieBa B 60ko-
BOI ITOBEPXHOCTH MEJIKME JEMUTMEHTUPOBAHHBIE 3
naTHa. Mmerored 3 3aBUTKa HA MakyIlIKe BOJIOCH-
CTOM YacCTH TOJIOBHI (PUCYHOK 1).
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Pucynok 1. PeGenok, 7 mecsineB 11/ 3. [lepBuunblii TyOepo3HBIH CKiI1epo3 ¢ OPMHUPOBAHUEM
sHIIe(ATIONAaTUN PA3BUTHS U SMHIIENTHUECKON SHIE(aTonaTuy, STMICNTHYECKUX CIIa3MOB
Hcmounux: uz meOuyuHckot Kapmsl nayueHma

DOMOLIMU CKYIHbBIE, TPEPEUCBOC PA3BUTHE:
TOJIOCOBasi aKTHBHOCTh M 3BYKOITPOU3BEICHUE OejI-
Hble. MOTOpPHOE pa3BHTHE: KOHTPOJb IMOJIOKCHUS
TOJIOBBI TI0 BO3PACTy, IEPEBOPAYNBACTCST HEAKTHUB-
HO, oropa ciiadasi.

Pesynbrarhl ucclieioBaHus: HEHPOCOHOTpa-

(bus roJOBHOrO MO3ra. 3aKIOUYCHHUE: PACIIUPEHUE
OOKOBBIX JKETYT0YKOB FOJIOBHOTO MO3Ta.

OxoKT, 3aknrouenue: pabmomuoma 6e3 00-
CTPYKLIMU BBIBOJHOIO OT/IEJIA MIPABOTO KEIIyJ0UKA.
He3naunTenbHbIN CTEHO3 HA KJIANlaHE JIETOYHOM ap-
Tepuu (PUCYHOK 2).

Pucynoxk 2. Pe6enok 7 mecstes 1/ 3. [lepBuunbiil Ty0epo3HBIH CKIEPO3 ¢ POPMUPOBAHUEM
sHIIe(paTONIaTHN PA3BUTHS U STTAJIENITUISCKON dHIIEPaTONaTu, SMUICTTHISCKUX CIIa3MOB.
Pabnomuoma npaBoro xemyaouka
Hcmounuk: uz meouyunckor kapmuol nayueHma

KoHcynpranus kapauoxupypra, 3akioue-
HUE: pabIoMHOMa MTPABOTO KETYyI0UKa.

Y3U opranoB OpromiHoi mojocTtu: ud-
(by3HbIC U3MEHEHUS TTAPSCHXUMBI 1TeueHU. KoHCyIb-
TaIMsI OKYJIUCTA: AHTHOMNATHS COCY/IOB CETYATKH.

O0I" monutopuHT cHa (3-x yacoBoi): Ila-
Tosiornyeckui Tun 331, mpeaCcTaBICHHbIN MaTTep-
HOM MOJU(PUIIMPOBAHHON TUIICApUTMHH. Bo Bpems
o0creoBaHusl HEOJHOKPATHO 3aperuCTPUPOBAHbBI
SMU30/Ibl CIa3MOB B BHJIE€ pa3BelleHUs] PYK B CTO-
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POHBI, C KOPOTKHM TOHHYCCKHM HAIPAXKCHUEM
MBI, ¢ COOTBETCTBYIOIIMM HUKTAJIBHBIM IIATTCP-
HoM Ha DOI. Kpome Toro, uMenn MecTo U301kl
OCTaHOBKH HBI/IF&TCHBHOﬁ AKTUBHOCTH, BO BPEMs
yero Ha DOl perucrpuponanachk quddy3Has Obic-

Tpasi akKTUBHOCTb, C aKI[EHTOM B JIOOHBIX OTBEICHU-
X ¥ OMHU30/1bI staring (IMpe OTKPBIBACT IJ1asa), Co-
OTBETCTBEHHO Y€MY TaKXKE€ PErucTpupyercst Obic-
Tpasi aKTUBHOCTb C aKLIEHTOM OM(PPOHTAIBHO (pU-
CYHOK 3).

Pucynoxk 3. Pebenok, 7 mecsiieB. [lepBuunblii TyOepo3HbIN CKiI€po3 ¢ GOPMHUPOBAHUEM
sHIIe(aTONaTUN PA3BUTHS U STMHICNTHYECKON SHIE(DaTonaTuy, SMICNTHYECKUX crnazmoB. D30I
— KapTHHA TUTICAPUTMHUH
Hcemounux: uz MeOuyuHcKou kapmol nayueHma

MPT ronoBHoro mosra: MP kaprtuna cy-
OdmeHIUMapHbIX 00pa3oBaHuM Mo3ra. Belmens-

JIOKCHHAsT KapTHHA XapaKTepHA I TyOepO3HOTO
CKJIepo3a (pUCYHOK 4).

Pucynox 4. Pebenok, 7 mecsues. [lepBuunblii TyOepo3HbIi ckiiepo3 ¢ popMUpOBaHHEM
sHIEe(daIONaTHH PA3BUTHA U MHJIENTUYECKOH 3HIIeanonaTuu, SNuaenTuyeckux cnazmos. MP
KapTuHa TyOepO3HOro cKiIepo3a
Hcemounuk: uz meouyunckou kapmaol nayuenma

Ha ocHoBanuu ano0® Ha Cynoporu B BUE
SNUJIENTUYECKUX CIa3MOB, 3a/IEpPKKy B pPa3BUTHH,
JTAaHHBIX aHMHE3a — [IPEHATaJIbHO IMarHOCTUPOBAH-
Has pabaoMuoMa, KIMHUYECKOro OcMOTpa — (hako-
Maro3, 3a/IepyKKa IICUXOMOTOPHOIO Pa3BUTHUS, JaH-
HBIX PE3yJIbTaTOB 00CIe0BaHus (pabaoMruoma, TUll-
caputmust Ha OOl cyOsnenaumapHbie TyOepchl Ha
MPT) He uckirouaeTcs reHeTuyecKoe 3aboieBaHue:
[lepBuuHbIil TYOEpO3HBIN CKIEPO3 C POPMUPOBAHU-
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eM DHIe(aAIONAaTHH PAa3BUTUS W SIMIICITHIECKON
SHIIE(ATOTIATHH, AAIENTHISCKUX CIIa3MOB.
Pebenky O6bu10 Ha3HAueHO JieueHue: Buraba-
Tpui B cytouHoi 500 mr (50 mr/ 1 kxr Beca) ¢ mocie-
nyrorien koppekmueit 10 80 mr / KT Beca.
PexoMeH10BaHO MPOBENICHNE TEHETUIECKOTO
WCCTICIOBAHUS M KOHCYJIBTAIINS TCHETHKA.
BriBoabI
B mpezcTaBneHHOM KIMHHYECKOM MpUMEpe
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JEMOHCTPUPYETCSl  KJIacCCHYecKasi CHUMIITTOMAaTHKa
TC: nanuune 3 OONBIIMX MPHU3HAKOB — PabIOMHUO-
Ma, JeUIMEHTHUPOBAHHBIE TISITHA, CyO NEeHIMMab-
HbI€ y37bl. PaHHss MaHudecTanus SNuIenTuIecKiux
MIPUIIAAKOB, JEOI0T C SIMWICNTHYECKUX CIIA3MOB,
pabaoMuoMa cep/ria XapakTepHbI JIsi OOJTBIIMHCTBA
MAIEHTOB C ATUM 3a00JieBaHUEM. AyTHCTUYECKHE
0COOEHHOCTH MOBEIEHHSI, OTCYTCTBHE MPEAPEUEBO-
r0 Pa3BUTHUS, CHHIPOM THIIEPPEAKTUBHOCTH, OTME-
YyaeMble y MalMeHTOB MJIAJIIEr0 BO3pacTa, TaKxke
SBJISIFOTCS. XapaKTepPHBIMU CUMIITOMaMHU TyOEpO3HO-
ro ckieposa. KomuiekcHoe jedeHue TyOepO3HOro
CKJIEpO3a 3aKJII0YAETCs, INIABHBIM 00pa3oM, B KyIH-
POBaHUM CHMITOMOB, BbI3BaHHBIX raMapTOMaMu, U
B MpO(UIAKTHKE OpPraHHOW HEIOCTAaTO4YHOCTH. Pe-
KOMEH/TyeTCsl MYJIbTUIUCIUIUIMHAPHBIA MOAXOA JJIst
JNOCTM)KEHUS JIyUIIMX KIMHUYECKHX PEe3yJbTaToB:
HaOMIOZIeHHe HEBpOJora, IMeauarpa, Kapauosora,
OKyJIUCTa, HeUpoXupypra, HepoJora.
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BAJTAJIAPJATBI TYBEPKYIE3AI CKVIEPO31bIH KIIMHUKAJIBIK KOPIHICTEPIHIH,
JANATHOCTHUKACBHI MEH TEPAIIUACBIHBIH EPEKINEJIKTEPI

M. M. JlenecoBa'?, A. A. UcabekoBa™?, JI. A. Kynepbaesa', b. 9. Opa3aiues'

l«Kazakcran-Peceii mequimnaibik yausepcuteTi» MEBBM, Kazakcran, AnMatsl

2Anmarsl Kaiacel KoraMIbIK JIeHCayIIbIK caKkTay 0acKapMachiHbIH «Ne 2 KasaiblK Oatanap KIHHUKAIBIK
aypyxanacedy [IIDKK MKK, Kazakcran, AnmMarsl

*Koppecnonoenm asmop

Anaarna

TyOepo3nbl CKIIepo3 — TepiHiH, KYWKe OJKYHECIHIH >KOHE IMIKi aF3aliapblH HEWpOrIus
KacylaTapblHbIH TPOIUQepaIisICHIHBIH, MUTPALUACHIHBIH KoHE U (epeHInaUACIHbIH OY3bUTybIMEH
0aliIaHbBICTHI 3aKbIMIAHYBIMEH CHIIATTANIAThIH (haKoMaTo3aap TOOBIHBIH T€HETHKAIBIK aypybl. TyOepo3abl
CKJIEpO3 KeOiHece KONTereH MyIleiepal 3aKbIMIAiibl, ajl >KaHaJaH aHbIKTaJIFaH TyOepo3[bl CKIIEpO3
KaraalIapelH eMey o/IeTTe KOIl caslajbl OB Ta0blIaabl, Oy TyOepo3/Ipl CKIIepOo3bl 6ap HayKacTap.ibl
KEIICH 1 KIMHUKAIBIK O0acKapyFra KUBIHIBIK TyAbIpaabl. JlocTypi Typae TyOepos3sl CKIEpO3 TepamusiChl
HETI31HEH XUPYPTrHSUIBIK eMCY/ICH JKOHE CHMITOMATHKANBIK JIEMEyIli TepanusiaaH Typajsl. Jlerenmen,
COHFBI KBUIJIAPhI 0] MEAULIMHA TYXKBIPBIM/IaMachl YCHIHBUIIBI KOHE MOJICKYJIAIBIK MAKCATThl TEPAIHsIFa
KeOipeK KoHLI OeiH/Il.

Makanazga TEHETHKAJbIK AaHBIKTAIFaH MOJIMCUCTEMAJBIK aypylIblH — TyOepO3[bl CKIIEPO3/IbIH
(BypueBumn-IIpuHII aypysl) CUpEK Ke3eCEeTiH JKaF1aiibl cunarTanra. TyOepo3abl CKIEpO3Ib IYPhIC KoOHE
YaKTbUIbI TMATHOCTHUKAJIAY ©T€ MaHbI3/Ibl, COHIBIKTaH MaKaja/a Ka3ipri aMuIeMUOIOTHSUIBIK MAJIIMETTED,
aypyabl JUarHOCTUKANIAy MEH eMCY/IiH TeHeTUKAJIBIK KOHE KIMHUKABIK KPUTEPUIIep] erkei-Terxkeii
cunartanrad. TyOepKyneszi ckiepo30eH aybIpaThlH HAYKACTBIH aypy TApUXBIHBIH MBICAJIbIHIA OaajblK
IIAKTaFbl aypyAblH ePEKIIETIKTepi Tal aHa bl

Tyiiin ce3dep: 6ananap He8ponO2UACYL, 2EHEMUKANLIK aypyaap, mybepo3ovl CKaepo3.

FEATURES OF CLINICAL MANIFESTATIONS, DIAGNOSIS AND THERAPY
OF TUBEROUS SCLEROSIS IN CHILDREN

M. M. Lepesova'?, A. A. Isabekova™?, D. A. Kuderbaeva', B. A. Orazaliev'
'NEI «Kazakh-Russian medical university», Kazakhstan, Almaty
2 «Children's city clinical cospital No. 2», department of Public Health Almaty city,
Kazakhstan, Almaty
*Corresponding author

Abstract

Tuberous sclerosis is a genetic disease from the group of phacomatoses characterized by lesions
of the skin, nervous system and internal organs associated with impaired proliferation, migration and
differentiation of neuroglia cells.

In tuberous sclerosis, various organs are often affected, and the treatment of newly diagnosed cases
of tuberous sclerosis is typically multidisciplinary, creating a challenge for the comprehensive clinical
management of patients with tuberous sclerosis. Traditionally, therapy for tuberous sclerosis has primarily
consisted of surgical treatment and symptomatic supportive care. However, in recent years, the concept of
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precision medicine has been proposed, and increasing attention is being given to molecular targeted therapy.
The article describes a rare case of a genetically determined polysystem disease — Tuberous sclerosis
(Bourneville-Pringle disease). Accurate diagnosis of tuberous sclerosis is of fundamental importance,
therefore, the article details modern epidemiological data, genetic and clinical criteria for the diagnosis of
the disease and treatment. On the example of the medical history of a patient with tuberous sclerosis, the
features of the course of the clinical case are analyzed.
Keywords: pediatric neurology, genetic diseases, tuberous sclerosis.
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Kongpnuxkm unmepecos. Bce asmopul 3as61510m 06 omcymcmsuyu NoOmeHyuaIbHo20 KOHDIUKmMa unmepe-
cos, mpedyouje2o packpvlmus 8 OGHHOU cmamaye.

Bknao aemopos. Bce asmopul 6Hecnu pagnoyennblii 6K1a0 8 pazpabomiKy KOHYenyuu, 8binoiHeHue, oopa-
OOMKY pe3yibmamos u Hanucauue cmamolu.

Aemopamu 3as61eH0, YUMo OaHHbIU MAmepual paree He nyOIUKOBANCA U He HAXOOUMCS HA PACCMOMPEHUU
8 Opyeux uz0amenbCmedax.
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AHHOTANUA

bonesnp IlapkuHCOHA SBISIETCA BTOPBIM 10 PACHpPOCTPAHEHHOCTH HEWPOJEreHEPaTUBHBIM
3a00/IeBaHUEM, U COMJIACHO MPOTHO3aM, €€ PacHpOCTPAaHEHHOCTb YABOMUTCS B TEUYEHHE CIIEAYIOLIETO
nokosieHusi. TeM He MeHee, CBOEBpPEMEHHasl JuarHocTuka Oosie3HM IlapkuHCOHA ocTaeTcsl CIIOKHOM
3a/iaueii, a BBISBICEHUE CaMbIX PAaHHUX CTaIui 3a00JeBaHUS SIBISIETCS CEPhE3HON HEYIOBIIETBOPEHHOM
HOTPEOHOCTHIO.

B manHoi#i paboTe MBI onMcany KIMHHYECKUAN CIyvaid TUarHOCTHKH KIIacCHIeCcKoi (hopMbl 00TIe3HN
[TapkuHCOHA Y OOJBHOTO TTOXKUIIOTO BO3PACTa, TIO3IHEH TUArHOCTUKU 0ojie3HU [lapkuHCOHA B OT/IETICHUH
HEBPOJIOTHH IIEHTPATLHON TOPOACKON KIIMHUYECKON OOJBHUIIBI TOpOIa AJIMATHI.

Ha ocHOBaHMM KIMHHYECKMX M HWHCTPYMEHTAJIBHBIX JaHHBIX BBICTABICH JHMArHo3: boisie3Hb
[TapkuHcoHa, aknHeTUKO-pUruaHas Gopma, 06e3 noctypanbHoi HeyctoitunBoctu. Craaus 4 no XeH u Spy.

[IpencraBieHHbI KIMHUYECKUH MpUMEp JAEMOHCTPUPYET KIACCHUYECKUH BapHaHT OO0Je3HU
[Tapkuncona. IlocTeneHHoe pa3BUTHE CUMITOMOB, HAJIWYME THUIIMYHBIX MOTOPHBIX M HEMOTOPHBIX
NPOSIBJICHUUN y MallMeHTa MOXKWJIOTO BO3pacTa MO3BOJIWIM KIMHUYECKH YCTAaHOBUTH JHMAarHo3 OO0Jie3Hb
[TapkuHCOHA.

Knrwoueswie cnosa: bonesnv [lapkuncona, mpemop, MvliueuHas pueuoHoCcmy, oucghausi.

Beenenne

bonesns [lapkuncona (nanee — bIT) — xpo-
HUYECKOE Mporpeccupylollee HelpoaereHepaTus-
HOoe 3aboyieBaHue, XapaKTepu3ylolleecs paHHen
BBIPAKEHHOU THOEIBIO JohaMHUHEPTHIECKUX HEM-
POHOB KOMIAKTHOW YacTH YEPHOU CyOCTaHIIUH
(manee — SNpC) ¥ MIUPOKKUM PACIPOCTPAHCHUEM
BHYTPHUKJIETOUHOTO Oeyika ayibda-CUHYKJICHHA
(manee — aSyn). ledurut nodpamuna B 6a3anbHBIX

TaHTJIUAX MPUBOJIUT K KJIACCUYECKUM JIBUTATEIb-
HBIM CUMIITOMAaM ITapKUHCOHHM3MA, a UMEHHO Opa-
JUKUHE3UH, TPEMOPY, PUTUIHOCTH U TOCIEAYIO-
el moctypanbHoil HectabunbHOCTH. BII Takxke
CBsi3aHa ¢ HEMOTOPHBIMH CHUMIITOMaMH, KOTOPHIE
MOTYT TIPEAIIeCTBOBATh JBUTATEIHHBIM CHUMIITO-
MaMm OoJiee 4eM Ha JECATh JIET. DTU HEMOTOPHbBIE
CUMIITOMBI CTAHOBSITCSI HENIPUATHBIMU CUMITTOMA-
MH Ha Ooisice mo3guux cranusax bIl. B Hacrosiee
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