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I. BBEJIEHUME

JlanHblE pEeKOMEHJAIMKM MpeACTaBIsAoT coboit  IIpoTrokonm BeaeHuWs  OONBHBIX
TyOepo3HbIM ckiiepo3oM (TC) u BKIIOUAIOT KPUTEPUHU TUATHOCTUKU M BOMPOCH! MPOPUIAKTUKA
TC, B TOM unciie TpEeHATAIbHYIO IUATHOCTHKY, a TAK)KE€ COBPEMEHHBIE BO3MOXKHOCTH TE€panuu
3TOr0 3a00JIeBaHUS. IIpuBeneHbl NaHHBIE KIMHUYECKUX MCCIEIOBAHUM, C YpPOBHEM
JI0Ka3aTeJIbHOCTH.

[IpenHasHaueHsl Uisl Bpayeil-HEBPOJIOTOB, AMHJIEHTOJOrOB, IEAUATPOB, MEAUIIMHCKUX
TEeHETUKOB, HEWPOXUPYProB, YypOJOroB, HEPPOIOroB, OQTAIbMOJIOIOB, OPraHU3aTOPOB
3/IpaBOOXPAHEHUS, U APYTUX CHEIHAIMCTOB, BOBJICUEHHBIX B TUATHOCTUKY U JIEYCHHE OOJBHBIX

JTAHHOM KaTE€rOpHH.

Il. OIIPEAEJIEHUE

TyOepo3Hblil ckilepo3 - 3TO FeHETUYECKU JAETEPMUHUPOBAHHOE 3a00JIeBaHUE U3 IPYIIIIBI
(¢akoMaTo30B, € IIUPOKUM CIEKTPOM KJIMHMYECKUX IIPOSBICHHUM, COIPOBOXKIAIOLIEECS
pa3BUTHEM MHOKECTBEHHBIX JJOOPOKAYECTBEHHBIX OMyXOJel (raMapToM) B pa3IMYHbIX OpraHax,
BKJII0Yasl TOJIOBHOM MO3T, I'J1a3a, KOXY, Cep/le, NOYKHU, IeUeHb, JIETKHE, JKeJIy10YHO-KUILIECUHbIH
TPAKT, S3HJOKPUHHYIO U KOCTHYIO CUCTEMBI.

Onyxonu, IOCTENEHHO MPOTpeccUpys W YBEJIMWYMBAsCh B pa3Mepax, HapylarT
(GYHKIIMM OpraHoB, WHOTJAa MNPUBOAS K (aTaabHBIM MOCIHEACTBUSIM. OJTO — XPOHHUYECKOE
nporpeccupylomiee KU3Heyrpoxaromee 3a00eBaHue, KOTOPOE MPHUBOJUT K COKpAIEHUIO

MMPOAOJIKUTCIIBHOCTH KU3HU U UHBAJIMANU3AlIUN ITAITUCHTOB.
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1. COKPAIIIEHUA
MTOR (cokp. or amrm. mammalian Target of Rapamycin Complex 1) — wmwumicHb
panaMuIMHa MJEKonmuTaromux 1 (sSBiseTcs KWHA30HM, YYacTBYIOIICH B mposmdepanuu u

MUTpalliy HEMPOHOB, POCTE KJIIETOK U AHTMOTE€HE3E)

TSC1 — ren TyOepo3HbIii ckiiepo3 1 Tuma

TSC2 — ren TyOepo3HbIi CKIepo3 2 TUTIA

PKD1 — reH noJukucTo3a NoYeK MepBoro TUIa

AnAT - anannHamuHOTpaHCepasza

AMIJI — anrnomuonunoma

AcAT - acnapratamuHoTpaHcdepasa

BOM — Buzaeo-203I -MoHuTOprpoBanue (yMTenbHas 3anuch D3I ¢ BU1e0-HAOII0ICHIEM )
['’AMK — ramma-aMuHOMACIISIHAsI KUCTIOTa

KT — xommbrotrepHas Tomorpadus

KTBP - komnbrorepHast Tomorpadusi BBICOKOTO pa3perieHus
JIAM — numdaHTHOIEHOMHUOMATO3 JISTKUX

MPT — marauTHO-pe30HaHCHAsE TOMOTrpadus

[19T — mo3UTPOHHO-3MHUCCUOHHASA TOMOTpadust

CMX — criMHHO-MO3Tr0Bast )KUIKOCTh

COrI'A — cybonieHiuMalbHAasi THTAHTOKJIETOYHAS aCTPOLIMTOMA
COYVY — cyOoneHauMalIbHBIN y3eT

TC — TyOepo3Hblii ckiepo3

V3U — ynbTpa3ByKOBOE UCCIIEI0BAHNE

[THC — ueHnTpasibHas HepBHas CUCTEMA

OKT - snextpokapauorpadus

9x0-KI" — sxokapaunorpadus

90T — sanexTposHuedanorpadpus
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IV.MKb HIM®PbI MKB5 10
Q85.1 Opoda xox: ORPHAB05. MIM 19100, 613254.

V. DTUOJIOT'uA

TyOepo3Hblii  CkIepo3 — ayTOCOMHO-JOMHUHAHTHOE T'€HETHYECKH TI'eTepOTreHHOE
3a00JICBaHNE C HEIMOJIHOW MEHETPAHTHOCTHIO, BapHaOEIbHONW IKCIHEPCCHBHOCTHIO M BBICOKOM
YaCcTOTOW BO3HUKHOBEHHUS HOBBIX (CIIOHTAHHBIX) MYTAIlMil, KOTOpble OOHApy>KUBAKOTCSI B 68%
BCEX Ciydaes, AeOrotupytommux B pannem Bospacte (Fleury P..et al.,1980; Hunt A., Lindenbaum
R., 1984; Ahlsen J., 1994). [Ipubnusurensao ot 10 mo 30% ciay4aeB TyOEpO3HOTO CKjepo3a
obycnosnero myramusiMu B reie TSCL1 (OMIM 605284) (tybeposusiii ckiiepo3 1 tuma, OMIM
#191100), nokanu3oBaHHOTO Ha 9 Xpomocome B paiioHe 9034, KOTOpBIA KOAMPYET OEIOK
ramaptuH. OcranbHble ciaydan 00je3HH 00ycioBieHbl MyTanusmu B rede 15SC2 (OMIM
191092) (tybeposnsiii ckiepos 2 turna — OMIM #613254), nokanuzoBanHoro Ha 16 Xxpomocome
B paiione 16pl13 wu kommpyromiero Oenok TyOepuH. s remoB TC xapakTepHa BbICOKas
neHerpantHocTh (10 100%) u BapuabenabHas 3KCIPECCHBHOCTD, MPOCIICKHBAIOMIASACS IIPH
CEeMEUHBIX Cllydasx 3a00JieBaHMsA, KOTJa Y POJCTBEHHHKOB C OJHOW M TOH XK€ CeMeWHOU

JOMMHAHTHOM MyTallMel MOKET pa3inyaThCsl TSXKECTh 3a00JIeBaHUsL.

VI. [TIATOI'EHE3

I'ewst TSC1 m TSC2 B HOpMe SBISIOTCS €CTECTBEHHBIMH TI'€HAMHU-CYIIPECCOPAMH
OITyX0JIeBOr0 pocTta. benkossie mpoaykTsl TeHOB TSC1 u TSC2, ramapTus u TyOepuH, 00pa3yroT
reTepouMep, CIIOCOOHBIN HHIMOHPOBATh OMocpenoBanHbIil kKommiekcom MTORC1 (mammalian
Target of Rapamycin Complex 1) curHambHbIi Kackag. Mexanusm marorene3a TC cOCTOHUT B
myrtamusix B reHax TCS1 m TSC2 ¢ morepeit mx (yHKIMHM W CBSI3aHHOW C MYTalUsIMU
narosorndeckoi axtuBanuu kuHazbl MTOR. B pesymbrare MpOMCXOAWT aKTHBALMSA IyTH
curHanbHO mepenaun PI3K/AKt/MTOR. [laHHbIi Kackan SBISETCS KIIOUEBBIM PETYISTOPOM
pocta u mponudeparnuu KieTok. OH aKTUBUPYETCS B OTBET Ha IOCTYIUIEHHE MUTATEIbHBIX
BEIIECTB W (PaKTOPOB POCTA, PETYIUPYS PSAA KICTOYHBIX (PYHKIUH, TaKMX KaK TPAHCIISAIHS,

TpaHckpunus W ayrodarus. [mmepaktmBammst kackama MTORCI, Bemymas K yCHICHHIO
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KJICTOYHOM mponudepannn, CAUTaeTCs BAXKHBIM 3BEHOM 3JI0KQ4eCTBEHHOU TpaHCcopmaruu (puc
1). B xnerkax ¢ myranueir TSC1l u TSC2 naHHBIH CUTHAJIBHBIA MyTh MOCTOSHHO «BKJIIOUCHY.
OTOT MyTh CUTHAJIBHON TPAHCIYKLMH SIBJISIETCS KJIHOYEBBIM 3BeHOM martoreHeza TC. Opgna u3
mytanuii TSC1 u TSC2 comepkuTcst BO BceX KIIETKaxX opraHu3ma. B KileTke-pooHaYalbHUIIE
OITyXOJICBOTO KJIOHA TPOMCXOJUT HWHAKTUBAIMS BTOPOTO, HE3aTPOHYTOTO HACIEACTBEHHON

MyTaluen, ajens.
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VIl.  KIIACCUDOUKAILIMA TYBEPO3HOI'O CKJIEPO3A.

Beigenstor Tybepo3Hbiii ckiiepo3 1-ro Tuma, oOycioBieHHbIH myTtanued rena 1SC1 u
TyOEepO3HBIH CKJIEpO3 2-TO THMa, 00ycloBIeHHbIH MyTanue reHa 1SC2. Cuurtaercs, 4to y
narueHToB ¢ Myrammeir T1SC1  3aboneBanme Teder wsrde. Myramuu B rene [SC2
ACCOIIMMPOBAHBI ¢ O0JIee TSHKENBIMU C KIIMHUYECKON TOUKH 3pEHHS CITydasiMu O0JIe3HU.

®dakTophI pHUCKa OTCYTCTBYIOT, TaK Kak 3a00JIeBaHUE TEHETHYECKOE (MHOTOTEHHOE).

Yacrora TC B nomyisiiuu cocrasisiet 1:10000 (y noBopoxaeHubix — 1:6000). PacuetHoe
yucio 6onbHbIX TC B Poccuiickoit @enepanyu okosno 7 000 yenosek, nosromy TC oTHOCUTCS K

penkum (opdaHHBIM) 3a00JICBaHUSIM.

VIll. IUATHOCTHUKA

JIMarHoCcTHKa OCHOBBIBAETCSI HA COYETAHUU KIMHUYECKUX CHMITOMOB U CHUMIITOMOB,
BBISBIISIEMBIX TIPU JIOMIOTHUTEIBHOM J1abopatopHoM obOcnenoBannu. denorun manuenta ¢ TC
3aBUCUT OT 4YMCIA, JIOKAIM3allMM U pa3Mmepa ramaproM. BospacT maumeHTa Takke HIrpaer
BO)XHYIO pOJb, T.K. pa3Hbleé CUMOTOMBI OOJIE3HH MPOSBISAIOTCS B pa3iMyHbIE BO3PACTHBIE
nepuo/ipl. bosbioe KonnyecTBO KIMHUUECKuX npuszHakoB TC, BapuabenbHOCTh (eHOTHIA, TOT
¢axT, uTo MaHU(ecTaIMsI MPU3HAKOB 3aBUCHT OT BO3pacTa MaIMeHTa, 3aTPYAHIIOT TUAarHOCTUKY
3a00J1€BaHHU.

Hecomuennwiii ouacno3 TyOepO3HOTO CKJepo3a YCTAHABIMBAETCS Ha OCHOBAHUU
HaJIN4MA 2 TIEPBUYHBIX MPU3HAKOB MM | IEpBUYHOrO U 2 BTOPUYHBIX IPU3HAKOB; BO3MOMCHbLI
OuazHO3 — Ha OCHOBAHUHU HaJIN4us | MEepBUYHOIO NMpHU3HAKa, WK | MEpBUYHOIO U 1 BTOPUYHOTO
Npu3HaKoB, win 2 (u Oojee) BTOPUUYHBIX NpHU3HAKOB. Hibke mpuBeAeHbI NEpBUYHBIE U
Bropuunbie npusHaku (2012 TSC Clinical Consensus Conference).

[TontBepknennass marorenHas wmytanus [SCl umum TSC2 sBnsieTcst TiIaBHEUIIUM

KpUTEpPHUEM, JOCTATOYHBIM JIJIS IOCTAHOBKH JIMAarHO3a «TYOEPO3HBINA CKIEPO3).

Ilepeuunvie (6o1vuiue) npusnaxku:

. aHrnoGuOpombl Juia (He MeHee Tpex) Win GUOpo3HbIe OIAIIKK Ha JIOY;
J THITOTIMTMEHTHBIC MATHA (HE MEHEe TPeX U He MEHEee 5 MM B JiHaMeTpe);
. HETPaBMAaTUYECKUE OKOJIOHOTTEBbIE PUOPOMBI (HE MEHEE /IBYX);

. YYaCTOK <«IIarpeHEBON KOXKH;

o MHO’KECTBEHHBIE FaMapTOMBbI CETUATKU;
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. KOPKOBBIE JUCIUIa3UM (HE MEHEE TpPEX). KOPKOBBIC TYOEphl W MHTPAIMOHHBIC

TPAKTEI B OeoM BCIICCTBE 'OJIOBHOI'O MO3Ta,

. cyOsIeHIMMalIbHBIE Y3IIbl (HE MEHEE JIBYX);

o CcyOdTeHIMMalbHas TUTAaHTOKIIETOYHASI aCTPOIIUTOMA;

J pabIOMHOMBI cep/illa MHOKECTBEHHBIC WU OJJMHOYHBIC;

J TUMGaHTHOICHOMUOMATO3 JIETKHX;

o MHOYXECTBEHHBIC AHTHOMHUOJIUIIOMBI TIOYEK (HE MEHEE JIBYX).

Bmopuunsie (manvie) npusnaxku:

J MHOTOYHUCIICHHBIC YIIYOJICHHs B SMaJIU 3yOOB (HE MEHEe TpeX);
. ¢GuOpOMBI B TIOJIOCTH PTa (HE MEHEE ABYX);

J raMapTOMbl BHYTPEHHUX OPTaHOB;

J aXpOMAaTHYECKHI y4aCTOK CEeTYaTol 000IOUKH T1a3a;

J ISITHA «KOH(METT» Ha KOXKE;

. MHOYKECTBEHHBIE KHCThI TIOYEK".

Jlanee mpencTaBieHa YacTOTa BCTPEYAEMOCTH KiIuMHUYeckuX cumnromoB TC B
HOIMYJISIIIMY, a TAKXKE BO3pACT MaHHU(eCTaluu OTAEIbHBIX CUMITOMOB (Ta0:1.1)

* Tunomurmentasie msTHa — 90%

*  Aunruodubpomsl muna — 47-90%

*  OxkonoHorrteBbie (pudpomsr — 19-52%

*  ®ubposusle OnsmIKY, Markue Gudpomsr — 30%

*  VY4YacTKu «ImarpeHeBoi Koxm» - 21-68%

* Pabnomuomsr cepana - 20-60%

* MHOXeCTBEHHbIE KUCTHI ouek - 18-35%, anrnoMuoaunomsl mouek - 48-67%, KucTel u
AHTMOMHUOIUTIOMBI TIoYeK - 9-17%

* Jlumdanruoneiiomromaros jgerkux - 1% (84% - xeHIuHbI)

» T'amapromsl ceTyaToif 000JI0OUKH WM AUCKA 3PUTEIBHOTO HepBa - 50%

* T'amapromsl neuenu - 25%

*  PexranbHbIe OHIH - 78%

* Ckenet (0cTeONeHHs, KUCTHI, 04aru ckieposa) - 45 - 66%

Tabnuma 1. Bo3pact MmanudecTanuu CMMITOMOB TyOE€pPO3HOTO CKIIEpo3a.
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Bo3zpacr

[Tpuznak/Cumnrom

C 20 gengenu

Pabnomuoma cepama

OEpPEeMEHHOCTH 10
POXKICHHUS

Cy0orneHtuManbHbIE y3JIbI/0ITyX 0l MO3Ta
MHOXECTBEHHBIE KHCTBI IIOYEK

Cunapom WPW

®ubpo3HbIe OIAMKH HA 0y
OnuaenTUYecKre NPUCTYIHI in utero

[lepunaTanbHbIN IEPUOL

@oKaJIbHbIE 3MUJIENTUYECKUE IPUCTYIIbI c/6e3 BTOPUYHOI

reHepajin3aiun

ITepuon
HOBOPOXJAEHHOCTH

Wudantunsable cria3Mel/cuaapoM Becra
'mnonurMeHTHBIC MSATHA HAa KOXKE
3aziepkKa ICUXOMOTOPHOT'O Pa3BUTHS
["amapTOMBI ceT4aToil 000JI0YKH IJ1a3

Ho 1 roga

Mo 5 ner Cunpgpom Jlennokca-I"acto
AyTH3Mm, HapymieHus: 00y4eHus

AHrnogubpomsl auna

6-12 ner VYMCTBEHHAS OTCTAIOCTh, TSOKETI0C TCUCHUE SIIHIICIICUN

CY63H6HI[I/IMEU'II>HBIG Y3JIbl, THTAHTOKJICTOYHAs ACTPOLIUTOMA

HopmansHOe yMCTBEHHOE pa3BUTHE, €CIH HE OBLIO STHIICTICHU
AHTHOMHUOJIUIIOMBI ~ TIOYEK  (OCIOXKHEHUS — TeMaTypus H
KpOBOTEUYEHHUS)

JlumdaHrnoneioMmuoMaro3 JEerkux, MHEBMOTOPAKC, JIbIXaTelbHAS
HEI0CTaTOYHOCTh

OxonoHorteBbie GUOPOMBI

B3pocieie

Huxe JaHa XapaKTCPpUCTHUKA OTACIbHBIX KIMHHYCCKUX CUMIITOMOB (OHI/I CTPYHIINPOBAHBI
B 3aBUCHMOCTH OT MMOPAKCHUSA PASHBIX CUCTEM opraHmMa):

1. [Mopaxenue nearpanbHoil HepBHOI cructembl (LITHC)

1.1.7v6epwr BcTpeuatorcss y 95-100 % OGompHbix TC. IlpeacraBisitor co0oil ydacTKH
(okanbHON KOPKOBOHM AMCIUIa3uu cO CHIMKEHHBIM unciaoM ["AMK- sprudeckux HeipoHOB u
XapaKTEePU3YIOTCA TOTEPEeH KIACCHUECKOW 6-CIIOWHOW ITUTOAPXUTEKTYphl KOpbhl Mo3ra. OHH
€MHUYHBbIE WM MHOXECTBEHHbBIE, pa3MEPOM OT HECKOJIbKHUX MHIJIMMETPOB /10 HECKOJBKHX
CaHTHMETPOB, PACIIONAraloTCs HaJl €IMHUYHOW WIIM HECKOJbKUMH MPUIIETaAOIUMHU 00pOo3/1aMH.
B 54% cny4yaeB TyOepsl kambluduuupoBaHbl. CymiecTByeT Tomorpaduyeckas CBs3b MEXKAY
HanmuuueM Qokyca Ha D3I um TyOepom, BbisiBIeHHBIM npu MPT wuccnenoBanuu. Ilpuctyrsl
MOTYT MCXOJUTh W3 HOPMaJbHOM  KOpBbI, OKpyKaroled TyOep, KoTopas SBISETCS 30HOU
«I1epeBO30YXKIEHHBIX» HEUPOHOB. TyOep MOXKeT ObITh «HEMBIMY - HEANUIIEITOT €HHBIM.

1.2. Cybsnenoumanvnvie y3ior (COY) Berpeuatores y 95-98 % OGompubix TC.. OHu
MHOKECTBEHHBIE, pazMepoM 2-10 MM, JOKanM3ylOTCSI B CTEHKaX OOKOBBIX JKEITYyIOYKOB,
CymectByeT mpsmas

YaCTHYHO MKW TIIOJJHOCTBIO KaJ'II)HI/I(i)I/IHI/IPOBaHI)I, 0eCCUMIITOMHEIE.
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3aBUCHUMOCTh MEXIYy TsOKeCThio omuiencuu npu TC W 4YUCIOM KOPKOBBIX TyOepoB U
cyOsneHAMMaNbHbIX y3710B. Yucio TyOepoB (8 u Oomee) sBuAoTCA (PaKTOpoM puCKa
MaHU(eCTaINH SMUJICTICUU B TIEPBBIE ABA 0J1a )KU3HU.

1.3. Tlopaxenue Oeoro BeIIECTBA TOJIOBHOTO MO3Ta, paoudibHble MUSpPayuoHHble
mpakmsl, Bcrpeyatorest  y  30-95%  Oompabix  TC. IlpencraBnstor co0oil  rpymiisl
reTepOTONMUYECKUX KJIACTEPHBIX KIETOK, COSAMHSIOT SMEHANMY CTEHOK KeIyJOYKOB U TyOephl,
COOTBETCTBYIOT MHIPAIMOHHBIM IIYTSIM CIIOHTHOOJAacTOB BO BpeMs 3MOpHOTEHE3a, SBISIOTCS
SMUJIEITOT€HHBIMHU 30HAMHU.

1.4. Cybonenoumanvuvie eueanmorxiemounvie acmpoyumomvl (COI'A) BcTpedaroTcs ¢
gacrotor 5-20%. COI'A — omyxonb y 6ompHBIX ¢ TC, pacnonokeHHas y oTBepcTusi MoOHPO,
Oosee 5 MM B iMameTpe, C MOATBEPKICHHBIM POCTOM, HAaKaIJIMBAIOIIAsi KOHTPACTHBIN Mpemnapar
(Consensus Meeting for SEGA and Epilepsy Management. 12 March 2012, Rome, Italy).

COI'A mpexacraBnsier co00il MeJIEHHOPACTYIIYIO TIMOHEHPOHAIBHYIO OMYXOJb, HE
CHOCOOHYI0O K CHOHTAaHHOM perpeccuu. POCT Omyxoim CBsS3aH C PUCKOM Pa3BHTHS OCTPOM
ruponedanum, MocaeICTBUS KOTOPOU MOTYT OBITh (haTaTbHBIMU.

Xapakrepuctuka COI'A:

e vame HabmogaroTcs nmpu 1SC2, wem npu TSCL;

e OO0BIYHO MOSABISIOTCS B Bo3pacte 4-10 yeT, HO MHOTa BBISBIISIOTCS aHTEHATAIBHO WU B
NepUOJ HOBOPOXKIEHHOCTH;

® MPEUMYIIECTBEHHO PACIIONAraroTcs y OTBepcTHst MOHpPO (peAKo — B 3aJHUX OT/AEax Teja
OOKOBBIX KEITYJ0YKOB, Y BUCOUHBIX POTOB, B 3 U 4-0M JKeIyJ0UYKaX);

e Tpanchopmaruss COY B COI'A wyamie Bcero mpoOMCXOAUT B TIEPBBIC JBA JCCATHUIICTHS
JKU3HU, MUK - TPUXOIUTCS Ha MyOepTaTHbIN mepuoi, TpaHchopMalus MaJoBeposiTHA C
KOHI[A TPETHETO AECATUICTUS KU3HU;

e (DY ckopee tpanchopmupyercs B COI'A, ecnu oH: B amamerpe Oonee 5 MM, HE
MIOJTHOCTBIO KaJIbIIMHUPOBAH, PACIONOXKEH Yy OTBEPCTHs MOHpPO W HaKaruIMBaeT
KOHTPACTHBIN mpenapar

® ONyXOJHW KpPYIJble WM OBajbHBbIE, B OOJBIIMHCTBE CIlydyaeB HE HWHPHIBTPUPYIOT
BEIIIECTBO MO3Ta; y TPETH MAIMEHTOB MHO)KECTBEHHEIE,

® ONyXOJH JOOPOKAYECTBEHHBIE U HE MEPEPOKTAIOTCS B 3IIOKAYECTBCHHEIC;

e 1pu yBenudyeHHH auamerpa 10 10 MM u Golee, OMyXoidu MOTYT HapymIaTh IUPKYISIIIHIO
cnHHOMO3roBO# kuAKoCcTH (CMIK) u mpuBecTH K MPOTPECCHPYIOIIEMY YBETHUCHHIO

pa3MepoB OOKOBBIX JKCIIYJOYKOB U IMOBBIIICHHUIO BHYTPUUCPCITHOT'O JABJICHUS
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e (CDVY u COT'A rucTonoruuecku OgHOPOIHBI.

Pazmuuus mexay COY u COI'A npuBeaeHs! B Ta0uIE 2.

Tabmuna 2. Knuauueckue u paguorpaduueckue auddepeHnnanbHO-TIarHoCTHIeCKre

kputepun COI'A u COY.
Kputepuii Coy COI'A
Knunuueckue npusHaku u beccumnromHoe TeueHne [ToBeiienune

CHUMIITOMBI

BHYTPHUYEPEITHOTO JIaBJICHUS
VXyauienue TeueHus
SMUJIENICUU (YacToTa U
BBIPAXEHHOCTh CYJJOPOKHBIX
IIPUCTYIIOB)

®dokallbHbIe HEBPOJIOTUYECKUE
CHUMITTOMBI

Hapymenue 3penus
AKIeHTyanu3amnus
KOTHUTHBHBIX HAPYIICHUH U
paccTpOMCTB MOBEACHUS

Bo3pact Ha MOMEHT
YCTaHOBJICHHS IMarHo3a

BbeccummnitomHoe TeueHnue

Kpaitne penko BbISBISIOTCS B
BO3pacTe crapiie 21 roga

KT

[ToBbIIIeHHAS IUIOTHOCTH
YacTo — maToyIornyeckas
KaTbIU(DUKAIHS

M30n10THOCTE HIIH
HECKOJIBKO ITOBBIIIIEHHAS
IIOTHOCTE

Penko — «roHKas»
KambIUpUKAIUS

MPT

BapuaGenbHblii curaai,
3aBUCAIIUN OT BPEMEHU

[ 'MImonHTEHCUBHEBIN CUTHAJ B
T1

penakcanuu I'MnonHTEeHCUBHBIN CUTHAN B
HexoTtopoe ycunenue npu T2
KOHTPAaCTUPOBAHNU 3HaUYMMOE YCUJICHUE TpU
KOHTPACTUPOBAHUU
Poct npu cepuiinpix OrcyrcTBYyeT 3-4 MM B roJt
HCCJIETOBAHMSIX
Jnametp Jo Smm bonee 5 Mmm
CocTosiHre OOKOBBIX Hopmainsnoe Yacro — runpouedanus
HKEIIYT0YKOB
[IpeumyiecTBeHHOE B mo6om MecTe B cTeHKax OtBepctue Monpo
pacnoIoKeHNe OOKOBBIX JKEJIyJI0UKOB

PaHHSISI, J0 TIIOABJIICHUS KIMHHUYECKHUX CHMIITOMOB,

nmuarmoctnka COI'A  BaxkHa,

IMOCKOJIBKY IIO3BOJISACT BBIIIOJIHUTHL IIOJHOC YAAJICHUE OIIYXOJHW [0 IOABIICHHUA IIPU3HAKOB

IMOBBIIICHUA BHYTPHUYCPCIIHOTO MHAaBJICHHUA W CHHU3UTb HHTPAONCPAIWOHHYIO JICTAJIBHOCTL U

JacCTOTY MMOCJICONCPAIIUOHHBIX OCIIOJKHEHUM.
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1.4. Cumnmomamuueckas snunrencus B TEUECHUE KU3HHU HaOmomawTces y 92% OOIbHBIX
TC. V 63% OONBHBIX OHNHUJIENTUYECKUE IMPHUCTYIBI TOSABISAIOTCS Ha TEPBOM TOAY >KU3HH.
WNHudantuibHble cnasmbl (OTHOCATCA K «KaTacTpoduyeckuM (Gopmam» SHUIEHCUH, TIPUBOISL K
WHBAJIMIU3AIMH MMalIMEHTOB) peructpupytorces y 38% oOonbubix TC, ¢ mukoMm nedrota B 3-5
mecsieB. @DokanbHblE MPHUCTYNbl IMPEIINIECTBYIOT, COMYTCTBYIOT W/WIM CIEAYIOT 3a
uHpaHTWIBHBIME cria3MaMu. Ilocie mepBoro mpuctyna, snuiencusi passuBaerca B 100 %
cilydaeB. DNUJICNITUYECKUAE MPHUCTYNbI PE3UCTEHTHBI K aHTHAMWICIITHUYECKOW Tepaluu y TPETH
6onbHbIX TC. Dnuiencus NpuBOIUT K HAPYILIEHUIO MO3HABATEIbHBIX U COLMAIBHBIX (DYHKIIMA,
CLEMJEHAa C HapyIIEHUSIMH HHTEIUIEKTa, CIYXOBOM W 3pUTENBHOM NaMATH, BHHUMAaHUS, C
TPYAHOCTAMHU OOydeHus (UTEHUs, NUCbMA, AapUPMETUYECKHX JEHCTBUN), K  KECTKUM
COLMAIbHBIM OTPAaHUYCHUSIM.

1.5. Hapywenue o6yuyenus Bctpedarorcs y 50% Oonphbix TC (y 30% rayOokas wu
BbIp@)KEHHAsl CTENEeHb YMCTBEHHOH OTCTalOCTH, pa3BUBAaeTCsl y MAIMEHTOB C Je0I0TOM
SNWIENICUU Ha NepBoM rony >ku3HH). Uem panbuie nebrotupyer TC, 3axBaThiBas Hepuoj OT
NEepPBBIX MECSIEB JXKM3HU 10 1,5 ner, Tem rpydee yMCTBEHHOE HEIOPa3BHTHE COOTHOCHTCS C
KOMOPOUJHOCTBIO 3a00JieBaHUS C KPUTUYECKMM MEpUOJIOM HEHPOOHTOIeHEe3a, SBJICHUSAMHU
¢usuonoruueckoro  amonro3a. CoderaHue CHUMIOTOMOB  HEJOpPa3BUTHS M pacmaja
nproOpPETEHHBIX HABBIKOB, 3HAHWN CO3/1a€T CIIOKHYIO KapTUHY YMCTBEHHOro nedekra. B
OonpmmHCTBE HaOmoaeHni y neteid ¢ TC ecTh moHMMaHue oOpameHust K HUIM TPOCTOH pedyn U
COXPAaHHOCTbh JKCIPECCUBHON peun ¢ IpyObIMH arpaMMaTH3MaMH, KOCHOS3bIYHEM, OETHOCTHIO
cioBapHoro 3amaca. CTpafaloT IiefieHanpaBiieHHasl JesTeIbHOCTb, NMCUXUYECKass aKTHBHOCTb,
o0y /IeHUs, CHI)KEHBI TaMsITh M BHUMaHHe. B cirydasx BeIpa)KEHHOW 3a/Iep’KKH YMCTBEHHOTO
pa3BUTHS, KOMMYHUKATHBHOCTH y 00J1pHBIX ¢ TC yTpaunBaeTcs.

1.6. Hapywenus nosedenus - ayTu3M (BO3HUKAET NOCiIe MH()AHTUWIBHBIX cria3MoB Y 45%
NalMeHToB), arpeccus u/unu ayroarpeccus y 13% 6onbnbix TC. ['unepakTHBHOCTh XapaKTepHa
st 50% 6onpHBIX TC. C rogamu HapacTaeT 3MOLMOHAIBHOE MMOTYCKHEHUE C Oe3pa3inuneM K
pomHbIM, (opmarbHOCTBIO. [lepronndyeckn MeHseTCss HAcTpOeHHE: CHI)KEHHOE HacTpOeHHE
OOBIYHO COYETAETCs] C HEJOBOJBCTBOM, arpeCCHUBHOCTBIO; 3HAUUTENIBHO peke HaOII0laroTCs
nucdopus ¢ 1ypalIuBOCTbIO, HEAOBOJIBCTBOM.

1.7. Hapywenusa cna Bctpedarotcst y 60% 6onpubix TC B BuIie mpoOieM ¢ 3achIllaHUEM,

YacTHIMU M pAHHUMH NPOOYKIEHUSIMHU, COMHAMOYITU3MOM.
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2.KoxHble  M3MEHEHHS npu TC NpEaACTaBJICHBI THIIONMUIMCHTHBIMU  IISATHAMU,

anrnopuOpoMamMm JIMIA, YYaCTKaMH “MIarpeHEBOW KOXKK~, OKOJOHOTTEBBIMH (puOpomamu,
(buOPO3HBIMH OJISAITIKAMHK, OCITBIMU MPSAIIMU BOJIOC.

2.1.'unonuemenmuvle nAmMHa SABIAIOTCA OJHUM M3 HamboJee YacThIX KOXKHBIX
nposiBinenuii TC. Berpeuatorest B 90% ciydaeB. OHU HepeaKo 0OHAPYKUBAIOTCS C POXKACHUS U
SBIISIOTCSL OJHUM M3 TEPBBIX MaHU(ECTHBIX MpHU3HAKOB 3aboneBanus. C BO3pacToM
HaOJI0AaeTCsl TeHACHIMS K YBEIMYCHHUIO MX YHCia. [ MIOMUrMeHTHBIE MATHA MPU TyOEpO3HOM
CKJIEpOo3€ MPEHMYIIECTBEHHO JIOKAJU3YIOTCS Ha TYJIOBUIIE M STOAMIIAX, PEXKEe Ha JIUIIE.
XapakTepHOll OCOOEHHOCTBIO SIBJIIETCS ACHMMETPUYHOCTh HX pachoyiokeHus. OTmeueHa
BapuabeNbHOCTh 4YMCHA, pasMepa U (OpMBI 3TUX MATEH. YUCIO THUHNOMUTMEHTHBIX IATEH
Bappupyer oT 3-4 no 100 m OGomee. Yamie BCero BCTPEUAIOTCS — IOJIMTOHATBHBIC IISATHA,
HAIIOMHMHAIOIIME OTIEYaTKu OOoNbIIOro mnanbla pykd, pasmepom 0,5-2 cm. Haubonee
xapaktepHas (opma MATEeH - OBalIbHAsA, MOX0XKas Ha JIMCT SICEHs, pa3Mep UX BappupyeT OT 1 10
12 cm. Pexxe BcTpewaeTcsi HECMETHOE YHMCIIO MEJIKHUX IISIT€H, pa3MepoM 1-3 MM, KOTOpbIe
TPYNIUPYIOTCS U TIPUHUMAIOT BUJ PACCHINTAHHOTO KOH(ETTH.

benvie npsou eonoc, pecnuy w 6poseii (nonuosuc), KaKk W TUIONUTMEHTHBIC TIATHA,
ABJISIFOTCA XapakTepHbIM npusHakoM TC. Hapsany ¢ runonurmentHbiMu nisitHamu ripu TC B 16%
CIIy4aeB BCTPEUAIOTCS nueMeHmHuble NAmHa yeema ‘Koge ¢ Morokom”, 4TO HE TPEBBIIIACT
cpeaHux momyasuoHHbIX 3HaueHui. [Ipu TC 3TH nsATHAa OOBIYHO €IWHUYHBIC, OBAJIHHBIC WIIN
OKpYTJble, IJIIOCKUE, JIMHOU 1-5 cM.

2.2. Aneuogpubpomer auya Betpedarorcs B 47-90% ciyuaeB y jgereil crapuie 5 Jer.
AHrnouOpoMsI JHIa pa3BUBAIOTCS, KaK MpaBuilo, rocie 2-5 neT. BHelHe oHu npeacTaBisioT
co0oif manynsl 1-4 MM B 1uaMeTpe C IJIaJKON MOBEPXHOCTHIO PO30BOTO WJIM KPACHOTO IIBETA.
AHrnopuOpoMBl pacronaratoTcs CHMMETPUYHO C JBYX CTOPOH JIMIIa Ha IeKaX M HOCY Ha
noa0opoake Mo THUMY “KpbUibeB Oabouku”. MHornma anrnopuOpoMsel 0Opa3yloT CIUBHBIE
YUYaCTKH.

2.3.Yyactok ‘“waepenesou koxcu” (peau chagrine B mepeBojme ¢ (paHIy3CKOTO
“HenyOneHas, rpy0as, jKecTKas Koxa”), MpeJCTaBlIsieT co00i COeTUHUTENbHOTKAHHbIH HEBYC,
aBnsieTcs obmuratHeIM npu3HakoM TC u Berpewaercs y 50% OonbHbIX. B GosbIInHCTBE
CIIy4aeB YYacCTKHU “‘IIarpe€HEBON KOKH TOSBIISIIOTCS HA BTOPOM JECATHIETHHU KU3HU. YHaCTKU
“marpeHeBor KO~ TMPEUMYIIIECTBEHHO paCIiOaraloTcs B IMOSCHHUYHO-KPECTIIOBON 00acTH,
UMEIOT TUIOTHYIO KOHCHUCTEHIIMIO, >KEJITOBATO-KOPHUYHEBBIA WM PO3OBBIM I[BET, YMEPEHHO

BBICTYIIAIOT HaJ IMOBCPXHOCTHIO oxpyncaromeﬁ koxu. KomandecTBo Y4aCTKOB “marpeHeBoﬁ
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KOXXH” BapruabeIbHO, HO Yallle OHU ObIBAaIOT eAMHUYHBIMU. Pazmep ux kosnebmnercs ot 1 mo 10 cm
u Ooee.

2.4.Qubposuvie OnsawKY  SABISIOTCA nepBUYHBIM npu3HakoM TC m  BcTpewarores y 20-
40% OonbHbIX. DUOPO3HBIE ONSAMIKM HUMEIOT OEXKEeBBbI IIBET, LIEPOXOBAaThle HAa ONIYIb U
HECKOJIbKO BBICTYHAIOT HaJl OKpY’Karomiel koxei. OHU 4acTo MOSBISIOTCA YK€ Ha IEPBOM TOY
KHU3HU M SBJISIOTCS OJHUM W3 TMEPBBIX KIMHUYECKUX CHMIITOMOB 3a0ojeBaHus. Yaiie Bcero
(GuOpo3HBIC OISIIKU JTOKATU3YIOTCS Ha JI0Y, HO MHOTa OHU BCTPEYAIOTCSI Ha BOJIOCHUCTOM YacTH
rojioBbl. PazMep u umciio OJsIIeK MOXET BapbUPOBATh.

2.5.0xononoemesvie ¢hudbpomsr uin onyxonu Kosnena (J.Koenen omucan ux B 1932 1.),
ABISAIOTCS oOnmuratHeiM npusHakomM TC  u Berpeuatorcest 'y 17-52% OonpHbBIX (10 88% 1m0
nanabivM Darling T.N., Moss J., Mausner M., 2010). Onu mnpeacTaBisiFOT COOOW TYCKIIBIC,
KpacHbIe WJIM MSCHOTO IIBETa MaIyJlibl WX Y3JIbl, PACTYIIHE OT HOITEBOIO JIOXKAa WU BOKPYT
HOTTEBOM IUTacCTUHKUA. B OOJBIIMHCTBE CIy4aeB OKOJIOHOTTEBbIE (PUOPOMBI MOSIBISIIOTCS Ha
BTOPOM JIECATHJICTHH >KM3HU. Yalme OHM BCTpPEUalOTCs Ha HOTaxX, 4YeM Ha pykax. Hammuwme
OKOJIOHOTTEBBIX (hHOpoM OoJiee XapaKTepHO Ui )KeHIIMH. Pasmep ux Bapwpupyer ot 1 MM g0 1
cM B nuametpe. OkosoHorTeBble (UOPOMBI CKIIOHHBI K MPOTPECCUBHOMY POCTY JaKe MOCIe UX
yaaaeHusl.

2.6.Msexue @uobpomevr BeTpedaroTess 'y 30% OompHBIX. OHH MPEACTaBISAIOT COOOM
MHOXXECTBEHHBIC WM €IWHHYHBIC, MSTKHE OOpa3oBaHHMs Ha HOXKKAX, MEMIOTYaTOH (HOpMBI,
pactymiye Ha imee, TyjgoBuine u koHeuHoctsx (molluscum fibrosum pendulum, nar.). Jpyroi
BapHaHT MATKUX (puOpoM mpencTaBisgeT co00i MHOKECTBEHHBIE, HECKOIBKO MPUITOIHATHIC HAJl
MOBEPXHOCThIO KOXHM (M Takoro >K€ I1BeTa) MeJKHe oOpa3oBaHMs, pa3MEPOM MEHbIIE
OyITaBOYHOM TOJIOBKHM, pacIiojlaraionifecs Ha TYJIOBHUINE M IIee W HAINOMHHAIOIINE TYCHHYIO
KOXY.

3. Topaxenue cepaua npu TC. Paboomuomsi OTHOCATCI K TaMapTOMaM,

OITYXOJIEBH/IHBIM Y3JI0BBIM O0Opa30BaHUSM, IMPEACTABISIONIMM CO00il TKAHEBYIO AHOMAIIHIO
pPa3BUTHS, BO3HUKAIONIYI0O B CBSI3M C HENPaBWIBHBIM (OPMHUPOBAHUEM SMOPHUOHAIBHBIX
TKaHEBBIX KOMILJIEKCOB. Pabm1oMHOMBI MOTYT OBITh OKpPYIVION WJIM HENpaBWIBHOW (POpMBI,
MIOXO0’KEH Ha «IIBETHYIO KaIlyCTy», BU3YallbHO BCEr/la YETKO OTAEIEHBI OT OKPYKAIOIUX TKAaHEH.
XapakTepusyroTcs, Kak MpaBuio, CMENIaHHBIM HHTPAa3KCTpaMypasbHBIM (TTTyOOKO NMPOHUKAs B
MHUOKap/I )KeIyI0UYKOB) N SKCTpaMmypajibHbIM pocToM. [1o pazmepam pabaoMuoMBbl BapbUPYIOT
OT HECKOJIbKMX MWUIMMETPOB J0 HECKOJNbKHUX CaHTUMeTpoB. Hambonblime pasmepsl, Kak

a6COJ'IIOTHBIe, TaK W OTHOCHUTCIIBHBIC, CBOMCTBEHHEI pa6IlOMI/IOMaM B HCOHATAJIbHOM IICPHUOAC.
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Onyxonlb HE UMEET KarCylbl, YTO B cllydae HEOOXOTUMOCTU 3aTPYIHSET UX PE3CKIHI0. ITH
HEOIJIa3Mbl HUKOT/Ia He MAIMTHU3UPYIOTCS U HE METACTa3UPYIOT.

[lo xonmuuecTBY pabAOMHUOMBI MOTYT OBITh B BHUAE EAMHUYHOTO Yy37a (PEenKo) WU
MHOKECTBEHHBIMU (45-92%). Jlokanu3oBaTbcs MOTYT BO BCEeX OTAeNaX cepila, BKIOYas
KIanaHHbIA ammapar. Kak mnpaBwio, OHM pacmojiararoTcsl B OIKENYJAOYKax, damie B JIEBOM
xkemympouke (68-100%), uem B mpaBoMm (66-81%), mexokenymoukoBoit neperoponake (38%),
MOTYT OOHApYXHMBAThCSI B MANMWUBIPHBIX MBIIIIAX. B O4YeHb peaKuX Cirydasx padIoMHOMBI
MOTYT JIOKaJIM30BaTbCsl B MPEACEPAUSX, HCXOAS U3 MEXKIPEICEPIHON Meperopoaku, y
COCIMHEHHUSI TMPaBOTO TMpeAcepAuss C TOJbIMU BEHAMH, a TaKXKe Ha JIHUKapIUalIbHON
noBepxHoctu cepauna. Yame BHyrpunonoctHeie (50%), pexe y3enku HOBOOOpa3zoBaHUU
muddy3HO pacmpocTpaHSIOTCS 1O BceMy Muokapay. ConmrapHple paOJIOMHOMBI  4alle
JIOKAJIM3YIOTCS B OOJACTH BEPXYyIIKHU cepiaua. Upe3BbluailHO peako BcTpedaroTcs: nud@ysHbie
pabIOMHOMBI, Hapyliaroniye paboTy cepilla MacCHUBHOW HECOKpAIAIoUIecss TKaHblO U
UMUTHUPYIOIIHE KapIUOMHOIIATHIO.

[Ipeobmanaromee OompmmHCTBO jgered (50-80%) ¢ TC wu pabmommomamu cepana,
JOKYMEHTUPOBAHHBIMHU TPH POXKIACHUM, HE UMEIOT KIMHUYECKUX MPOSBICHUN CO CTOPOHBI
cepaua. Knuauueckue cuMOTOMbI pabIOMUOM Y JI€Tel pa3iuyHbl B 3aBUCUMOCTH OT BO3pacTa,
OTHOCHUTEIIGHBIX pPa3MEpOB W JIOKaIM3amud oOmyXxoin. OCHOBHBIE CHMIITOMBI - CepicyYHast
HEJ0CTaTOYHOCTh (B 5.4% ciyuaeB), mpeacepaHble W JKenyno4dkoBbie aputmuu (23%) u
Omokansl cepaua, mymel  (14.9%), xuakocTh B mepukapiae, kapauomeranus. OnucaHbl
CMepTebHbIe CIy4yal KaK OT CEepACYHOM HEJIOCTAaTOYHOCTH, TaK U HAa (OHE HapylIeHUI
CEp/ICYHOTO PUTMA.

4. OdraneMonornyeckue npossiaenus TC. I'amapromsl cetuatku npu TC onpexnenstorces

6onee uem y 50% OonbHBIX. BcTpedarorcss kak OJIHO-, TaK M JABYCTOPOHHHE TaMapTOMBI.
bunarepanbHble MOpaXkeHUs OTMEYArOTCS MPUMEPHO Yy MOJOBHHBI ManueHTOB. OOHapyXHUTh
ramaptombl y feteit ¢ TC MOKHO yKe B IIepBbI€ JTHU JKU3HMU.

CyIecTBYIOT TpH THTIA PETHUHAIBHBIX TaMapTOM:

- ramMapTOMBbl NE€pPBOTO THMAa — MOJYNpPO3payHble IUIOCKHE OKpYIJble 00pa3oBaHHUs C
IJIaKOW TOBEPXHOCTBIO. OTH 00pa30BaHUs SBISAIOTCA Haubojee paclpOCTPAaHEHHBIM BHUJOM
O TaTbMOJIOTUYECKUX HapylIeHUH: UX oOHapyxkuBatoT y 55 — 70% OonbHBIX TyOepO3HBIM
CKJIEPO30M C BOBJICUCHHEM B MTATOJIOTHUECKHIA TpoOIece T1as3;

- ramMapToMbl BTOpOTrO THMa — Ooyiee KpYNHbIE MNPOMHHUPYIOIIME OJiecTsIue

MHOT'OY3€JIKOBbIE 00pa30BaHMsl, 4acTO COAEpKallhe KalblMi, — AUArHOCTUPYIOT y 46 — 55%
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MAIMEHTOB C W3MEHEHUsSMHU TJa3 Ha (oHe TyOepO3HOro CcKiIepo3a;, HMEIOT HECKOJBKO
aCCOIIMAaTUBHBIX HA3BAHUM: «BOJYbS SITOJIAa», «KETOBAask MKpa» U JIp.; UX JAUAMETP BapbUPYET OT
0,5 no 4 PJ/I, BeicoTa MoxeT nocturath 2,2 mM; B 80% ciydaeB pacmnoJiaratoTcsi OKOJIO JMCKA
3pUTEIHLHOTO HepBa (Ha pacctosHur MeHee 2 PJI) uimu BIONb €ro Kpas; B TaKuX CIydasx
raMapToMbl HAllOMUHAIOT TUTAHTCKHUE JIpy3bl; KaK MPaBUJIO, TramMapTOMbl BTOPOrO THIIA
MEPEKPHIBAIOT JISKAIINUE [10J] HUIMHU COCYbl CETYaTKH,

- TaMapTOMBbI TPETHEr0 THUIIA OOBEAUHSIOT MPU3HAKK FaMapTOM [IEPBOTO U BTOPOTO TUIIOB
n Bcrpevatorea B 14% ciywaeB. ¥V 30 — 35% mnauueHTOB Ha OJHOM TIJIa3y MOIYT pPa3BUThCS
HECKOJILKO FraMapTOM Pa3JInyHOTO THIIA.

lamapTOoMBI BCEX THIIOB XapaKTepU3YIOTCs OSHAODHUTHBIM pocToM. B xome
TUCTOJOTHYECKHUX MCCIICIOBAHUN YCTAHOBJICHO, YTO TaMapTOMBI CETYATKHU MPEACTABISIOT COOOU
CeThb BBITAHYTHIX TJHMAJIBHBIX AaCTPOLUTOB M KPOBEHOCHBIX COCY/OB, JIOKATH3YIOIIUXCS
MPEUMYIIECTBEHHO BO BHYTPEHHHUX CIIOSIX CETYaTKU. B HEKOTOpBIX ciy4asx C TedeHHUEeM
BPEMCHH TraMapTOMBbl IIOJBEPralOTCS KHCTO3HOW JIETeHEepaluu, B HUX (QOPMHUPYIOTCS
THAJIMHOBBIC M KaJILIMEBHIC BKIIFOUCHHS.

VY GonbmIMHCTBa OONBHBIX TAMAaPTOMBI CYIIECTBYIOT OECCUMIITOMHO U HE MPETEPIIEBAIOT
W3MEHEHUN B TEUYEHUE XU3HU WM IOCTENEHHO PErpeccCUpyrOT. Y MAalMEHTOB C KPYIHBIMU
raMapTOMaM# MOTYT OIPEACATHCS Ne(DEKTHI B TIOJIE 3PCHHMSIL.

Penko 'y ©OonpHBIX ¢ ramMapTOMaMH CETYATKM  Pa3BUBAIOTCA  OCJIOKHEHUS,
COTPOBOKAAIOIINECS CHIDKEHHUEM 3pEHUs: CyOpeTHMHallbHas SKCCyAalMs, MaKyJIsSpHBIA OTEK,
KPOBOUBIIMSAHUS B CTEKJIOBUIHOE TEJO, HEOBACKYJApHasd riaykoma. Yamie Takue OCIOXHEHUs
OTMEYEHBl y OOJIbHBIX C ramapTomMamMu | Tuma. B HEKOTOpBIX cCiydasx acTpoIUTapHbIC

raMapTOMBbI CETUYATKH MOTYT UMHUTHPOBATH XOPUOPETHUHHUT.

5. TTopaxenue mouek npu TC. Ilaromorusi mouek, Kak MpaBHIIO, NMPOrPECCUPYOIIas,

BeJeT K (OPMUPOBAHUIO XPOHUYECKOW IMOUYEYHOW HEJAOCTATOYHOCTH, 3aHUMAIOIIEH BTOpOe
MecTo B cMepTHOCTH Ipu TC mocse maTojJoruu HEpBHOW cHCTEMbl. TUNMMYHBIM MOpakKeHHEM
MOYEK CITy’KaT COJIMAHbIE 00pa30BaHUs — AaHTMOMHUOJIMIIOMBI U KUCTHI odek. K penkum Buaam
IIATOJIOTUM OTHOCATCS OHKOLMTOMA, ITOYEYHO-KJIETOUHBIM paK, a TaKXKe HEOIyXOJIEBbIE
3a0oneBaHus: HedponuTuas, (POKaTbHO-CErMEHTAPHBIA TJIOMEPYIOCKIEPO3, COCYIUCThIE
JUCIUTIa3UH, ME3aHTMO-KAMUJUISIPHBINA TJIOMEpPYJIOHEPPUT.

5.1.Aneuomuonunomuvr nouex (AMJI) sBnsgI0TCA Hanbosee YacTo marogorueil moyexk npu

TC, BbBmsOmEcs y okono 75% nmereit m 80% B3pochbIX MpH  YIbTPAa3BYKOBOM
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uccnenoBannu. AMIJlL  cocToAT W3 BapuaOeNbHBIX  KOJUYECTBEHHO HHAOTEIHAIBHBIX,
IJIAJIKOMBIIICYHBIX KJIETOK U KUpoBOil Tkanu. AMJI npeacraBisior coboil 100pokayecTBEeHHbIE
OIlyXOJIM, OHU PEKO BBIABISIOTCS IPU POXKAECHUU U OOBIYHO JUATHOCTHPYIOTCA B BO3pacTte 5-
10 net. Kak npaBunio, AMJI mopaxkarot 00 MOYKH ¥ UMEIOT TCHICHIIMIO K POCTY B FOHOIIECTBE.
VY OonpmmHcTBa O0MBHBIX AMJI OBIBalOT MHOXKECTBEHHBIMH, B IPOLIECCE POCTa IOYTH
CIIMBAIOTCS JIPYT C APYroM, Tak 4TO Mpu oOcienoBaHUU ObIBaeT TpyAHO pazimuuuTh AMJI ot
HOpMaJIbHON Noue4yHol nmapeHxumsl. Pasmepsr AMJI moryt nocturats 30 caHTUMETPOB; PEaKO
oTMmeuaercst npopactranne AMJI B okpyxaromue Tkanu. JlaHHbie o0 crmocobHoctn AMJI K
METAacTaTUYECKOMY pocTy mnpotuBopeuuBbl. [lodeunsie AMIJI  accouuupyrorcs c
TMM(AHTHOIEHOMHOMATO30M JIETKHX, MPEICTABISAIONIMM cO00il mporpeccupyromiee KUCTO3HOE
NOpaXEHHE JIETKUX, IPEUMYILLIECTBEHHO BCTPEUAIOLIEECS Y )KEHILUH.

[Toueunsie AMJI accounupyroTcst ¢ ABYMsI TUIIAMU TIOBPEXKACHUI:

. [lepBbIl THI TNOBPEXACHHWM CBSI3aH C OCTPBIM JKU3HEYI'POXKAIOIIUM COCTOSHHEM —
pPEeTpOIepUTOHEANBHBIM KPOBOTEUECHUEM CO BCEMHU MPU3HAKaMHM BHYTpeHHEH kpoBonoTepu. Kak
IIPaBUJIO, IPOU3BOAUTCS YaCTUYHAS WM TOTalibHasl HeppakToMmus. Puck kpoBoTeuenus uz AMJI
cocraBisier 25-50%, koppenwpyeT C aAMaMeTpoM onyxoid 4-5 cM u  0ojee, MOPSIMO
nponopuroHaieH pasmepam AMIJI u copepkaHUIO B HUX MUKPO- M MAaKPOAHEBPU3M.

. Bropoil Tun nOBpeXIEHHUH CBS3aH C  KOHIJoMepanuew Heckonbkux AMII,
UHOUIBTPATUBHBIM POCTOM UX B OKPY’KAIOIIYI0 TKaHb, CIaBJICHUEM apeHXUMBI, YTO IPUBOJUT
K  IOCTEIIEHHOMY O6eccUMNTOMHOMY  (OPMHUPOBAHMIO  XPOHHMYECKOH  IMOYEUHOM
HEJ0CTAaTOYHOCTH, a TAK)KE K HAPYILIEHUIO YPOAUHAMUKY, HHPEKIIUU MOUYEBOM CUCTEMBI U PEAKO
K TPOMOO3y OUEYHOMN BEHBI.

5.2. Kucmul nouex ipu TC onpenenstores B 20-45% ciiyuaeB. OHU MOT'YT pa3BUBAaThCs B
ar060M otaene HepoHa, ObIBAIOT KaK €AUHUYHBIMHU, TaK U MHOKECTBEHHBIMU. Y OOJIBIINHCTBA
NAlMEHTOB KHUCTHl HEBEIMKM IO pa3MepaM U HE NPEJCTAaBISIIOT 3HAYMTEIBHOTO PUCKA JUIS
310poBhs. OnmHako B 2-5% ciydaeB y OONBHBIX HMMEET MECTO HM3MEHEHHS, aHaJOTUYHBIC
TaKOBBIM TPH ayTOCOMHO-JJOMUHAHTHOM MOJMKUCTO3HOW 00J€3HM. DTO CBA3aHO C Jeserue
reHoB TSC2 u PKD1, pacnonoxeHHbIX Ha KOPOTKOM Ijieue 16 XpoMOCOMBI U HEMOCPEACTBEHHO
IPUMBIKAIOIUX Apyr K Apyry. IIpu 3ToM marosnorusi modek npossiseT ceds B Oojiee paHHEM
BO3pacTe, MOXKET OBITh MAarHOCTUpOBaHa MpeHaranbHO npu Y3UW mionma m mporekaer Oolee
TSDKEN0, YeM TpPU ayTOCOMHO-JOMMHAHTHOM TOJMKHUCTO3HOW OOJIE3HH, CBSI3aHHOM TOJBKO C

myranueir rera PKDI1. Kuctbl MHTEHCHMBHO pacTyT, JocTuras 5 c¢M u Ooiee B JUaMeTpe,
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IPUBOASA K apTEPUAIbHON THMIIEPTCH3UH U XPOHMYECKOW IOYEYHOM HEIOCTATOYHOCTH YK€ K

HOAPOCTKOBOMY BO3PACTy.

6. IlopaxkeHne >KeIYJIOYHO-KHIIECYHOIO TPaKTa, SHAOKPHMHHON M KOCTHOM CHCTEM IIpHU

TC.

W3menenust 6 opeanax ocenyoouno-kuuieynoco mpakma 1npu TC pa3sHOOOpasHBI,
BCTPEYAIOTCS OTHOCUTENIBHO YacTO U IPOSBISAIOTCA IATOJOTMEN POTOBOM IIOJOCTH, IEYEHH,
CEJIC3E€HKH, MOKEIIYIOUHON HKeJe3bl U MPAMON KUIIIKH.

HauOonee TUNMYHBIMU HapyLICHUSMHU, BBIBISAEMBIMU IIPH HCCIEIOBAHUU POTOBOM
MOJIOCTH, SIBJISIFOTCS Y3JIOBBIE OITyXOJIM, (MOPOMBI WIIM HanmWuIOMBbl. [ J1aBHBIM 00pa3oM OHHU
JIOKQJIM3YIOTCS HAa NEPEJHEM Kpae JIeCEH, IPEUMYILECTBEHHO HAa BEPXHEM YENIOCTH, HO TAKXKE
BCTPEYAIOTCS HA I'y0ax, CIM3UCTOM 000JI0UKH IIEK, CIIMHKE sA3bIKa U Hebe.

l'unepnnasust 1geceH, Koropas sBIAETCS MOOOYHBIM  IPPeKToM penapaToB
(EHUTOMHOBOTO psAa, MPUMEHSEMBIX IS JeueHUs] (DOKANBHBIX SMIJICHTHYECKHX IMPHCTYIOB
npu TC, MoxeT MackupoBaTh (HUOPOMBI JeCeH, XapaKTEepPHBIE JJISI ITOrO 3a00JeBaHUSA, W/WIN
YCKOPSITh UX POCT.

Hedektsl smanu 3y00B oTMedaroTcsi pakTuyecku y Bcex OonbHbIX ¢ TC. OpnHum u3
HanOoJiee TUIMUYHBIX HAPYIICHUH sSBIsCTCS NeQeKT dMaiu 3yOOB B BUIE YIIIYOJICHHH, YHCIO
KOTOpPBIX BapeupyeT oT 1 10 11 Ha kaxmom 3y0e, B cpenHeM 1o 3 yriyOseHus: Ha KakIbli 3y0.
[IpeumyniecTBEHHBIX 30H JIOKAJU3allMM JaHHBIX Je(pEeKTOB He omnpeaenserca. Bo3MoxHbI
HECKOJIbKO BapHaHTOB J1e(eKTOB HMalu 3yOOB: HeOOJbIIME SMOYKHM, HEBUIUMBIE 0Oe3
YBEJIMYEHHUS, OKOJIO 4 MKM B JAMaMeTpe; SMOYKM B AMalM 3yO0oB J0 60 MKM B JuameTpe;
KpaTepooOpa3Hble yriayOneHusl B SMalu 3yO0OB, BUJIMMbIE HEBOOPYKEHHBIM Tra3zoM, okosno 100
MKM B TUaMeETpeE.

ITpu tyOepoznom ckieposze y 25% OOIbHBIX B MEUEHH MOSABISIOTCS OJUHOYHBIE MU
MHO>KE€CTBEHHbIE aHTMOMMOJIUIIOMBI U JIUIOMBI. B mOpKeny10uHOl Kene3e aHrMOMHUOJIUIIOMBI
BBISIBJISIFOTCS PEXKeE.

V3MeHeHMsT B KMILIEUHUKE IPU TYOEpO3HOM CKIIEpPO3€ MPOSBISIIOTCS IVIABHBIM 00pa3oM
PEKTAIbHBIMU TOJIMIIAMM, KOTOpPbIE BCTPEYAIOTCs, MO JaHHBIM pa3HbBIX aBTOpoB, B 50-78%
cinydaeB. Kak mpaBuiio, peKTajbHbIC MOJIUIBI BBISBISIOTCS Y 00JbHBIX cTapiie 20 mget. [Tomumsr
yalie MHOTOYMCIIEHHBIE, PO30BOTO [IBETA, pazMepaMu 2-4 MM. JIoKanu3yroTcs B NpsIMOU KHIIKE,
IPEUMYIIECTBEHHO Y aHOPEKTAIBHOTO coeAnHeHus. KilmHnueckn oHn 6ecCUMITOMHBI U JIUIIb B

OTACJIbHBIX CIIYyYasdX BO3MOKHBI oom npu ,E[G(I)CKB.I_II/II/I. B OonbpmMHCTBE CJIY4acB PCKTAJIbHBIC
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NOJIMIBl  BBISIBJIIOTCSL IPU NAJbLIEBOM HCCIEIOBAaHUS MPSAMOM KUIIKM WU C IIOMOIIBIO
MHCTPYMEHTAJIBHBIX ~ METOJIOB  HUCCIIEJOBaHMS  (PEKTOPOMAHOCKOIIMH,  KOJIOHOCKOIINH,
KOHTpacTHOW peHTreHorpaduu npsmor kumku). [lomumnel npu TC 0OBIMHO NMPOTHOCTHYECKU
0JIarONPHSTHBI.

JuchyHKIMS drcene3 HympeHHel ceKpeyuu BO3HUKACT BCIEICTBHE POCTa OMYXOJIEH.
Haub6onee yacro npu TC obOHapyXuBaeTcsi MAaTOJIOTU HAIOYSUHUKOB, TPOSIBIISIONIASICS Yallle
Bcero anruomuosmnomamu (y 25% OonbHbIX). Pexe BeTpedaroTcs OJMHOYHBIE —HIIH
MHO>KECTBEHHBIE aJICHOMBI KOpbI HaAno4eyHUuKoB. Hepenko nuchyHkuus sxene3 BHYTpEHHEH
cekperuu pu TC HOCUT IITIOPOTIIAHTYSPHBIN XapaKTep.

[Matonmorust kocmuou cucmemwvr BcTpedaercs y 40-50% O6ompabix TC u mposBisieTcs
ydacTKaMU CKJIEpo3a KOCTEeW CBOJAA dYeperna, 4vaimie B JIOOHOW WM TEeMEHHOW KOocTsiX. OHu
OOBIKHOBEHHO BBISBIISIOTCA MOCIE IECATUIIETHETO BO3PACTa, MIPEJCTABIAIOT co00il 00pa3zoBaHus
okpyrnoit gpopmsl, pazmepom 0,2-2 cm. Cxoxue 00pa30BaHUS BBIABIAIOTCS B TeJaX MO3BOHKOB
U Ta30BbIX KOCTAX C TEHJCHIMEN K pacHoJIOKEHUIO Y KPECTLOBO-IOAB3OLUIHOTO COYIECHEHHUS.
VY4acTku cKIIepo3a, pacroyiokeHHbIe TU(QPY3HO 1Mo neprudeprun Ta30BbIX KOCTEH, HMEIOT IIOXO
OUEpUCHHBIC TPAHUIIbI, BCJIEICTBUE YEro, MOTYT OBITh OIIMOOYHO MPHUHSATHI 32 METACTa3bl
0CTEe00IaCTOMBI.

[TaTonornyeckue oOpa3oBaHMsI, CBSI3aHHBIE C TYOEpPO3HBIM CKJIEPO30M, B KOCTSIX
KOHEYHOCTEM OTJIMYalOTCS OT 00pa3oBaHUN B JPYTUX YaCTAX CKeJlNeTa W IPEJCTaBICHbI
y4acTKaMU KHCTO3HOTO Pa3peXeHHs U YacTO COUYETAIOTCS C MEePUOCTAIbHOU (HAAKOCTHUYHOMN)
JIOTIOJTHUTEIBHON HOBOM KOCThIO. KHCTO3HBIE 00pa3oBaHus MPEUMYILIECTBEHHO BCTPEYAIOTCS Ha
pyKax M BBIABISAIOTCS Ha (QajaHrax MajbleB B paHHEM JeTckoM Bo3pacte. HaoOopor,
NEPUOCTANIbHBIE JJOTIOHUTEIbHBIE KOCTU MOSIBIISIIOTCSI B 3pEJIOM BO3pAcTe U BCTPEUAIOTCS Yalle
Ha IUIIOCHEBBIX KOCTSIX, YEM Ha IACTHBIX KOCTSAX. OHHM IUIOTHBIE, COJIMJHBIE U HUMEIOT
XapaKTEPHBIA BOJIHUCTBIN KOHTYD.

[Topaxenue pedep v JNIMHHBIX TpyOuaThiX kocTeil 11 TC He xapaKkTepHO.

7. IMopaxenue jgerkux opu TC.

Cpenu mui ¢ TC numpanruoneiiomuomatos serkux (JIAM) o6napyxuBator B 30-40%
cirydaeB. Berpedaercs: mpenMyIecTBEHHO Y )KEHITHMH PENPOAYKTHBHOTO BO3pacTa, HO OMMCAHBI
enqunuuHele ciydan JIAM, accoummpoBanHoro ¢ TC, y mMyxumH u aereil. JIAM saBnsercs
TpeTheil IPUYMHOM CMEpPTH MpH TyOEpO3HOM CKJIEpO3€ IMOocjie M3MEHEHUH MOYeK U OImyXoJiel

TOJIOBHOTO Mo3ra. B 3aBHCHMOCTHM OT CTEIEHU BBIPAXKCHHOCTH W PAaCHPOCTPaHCHUA
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3a00J1eBaHNs, MAKPOCKOITMYECKH M3MEHEHUS BapbUPYIOT OT €IMHUYHBIX KHCT A0 IUPPY3HBIX
KHCTO3HBIX M3MEHEHHH C 00eHX CTOpPOH OT BEpXyIIEK 10 OCHOBAaHWH jerkux. KucrosHsle
U3MEHEHHUS B JIETKMX MOTYT CONPOBOXKJIAThCS U3MEHEHHUSMHU B MOAMBIIIEYHBIX JTUM(PATUYECKUX
y31ax ¢ (OpMUPOBAaHMEM KHUCT C KHMJIKOCTHBIM COAEpPXUMBIM. Jlumdanrunoneiomruomaros
THCTOMATOJIOTHYECKA  XapakTepu3yercs  KuctamMu  ©U  nponudepanueit  He3penbIx
IVIAJIKOMBIIIEYHBIX KIIETOK.

JIAM 1mposBisieTCs NPOrpecCUpYIONIEN OJBIIIKON, MOBTOPHBIMU ITHEBMOTOPAKCAMU,

HAKOINNICHUEM XHUJIEC3HOT'O BBIIIOTA B ITOJIOCTH IJICBPBI U PpEAKHMHU 3IIM30aMHU KPOBOXapKaHbA.

Taxum o6pazom, Mmanudectasie Gopmbel TC OTIHYAIOTCS BBIPa)KEHHBIM TOIUMOP(HHU3MOM

u BO3pPacT-3aBUCHUMbBIM ILC6IOTOM. EI[I/IHBIM TUCTOJOTHYCCKUM CY6CTpaTOM BCEX

HOBOOOpazoBanuii mpu TC ABIAIOTCS raMapTOMBI.

IX. TNODEPEHIIMAJILHBIA JUATHO3
Ju¢ppepeHunaabHbIi AMATHO3 IPOBOJUTCS B OCHOBHOM C JPYTMMM HEHPO-KOKHBIMH

CUHAPOMAaMH, IIPH KOTOPBIX TAKXKE €CTh MATHA AeNurMeHTanuu (Tadnuma 3).

Tabmuna 3. J{uddepennmaibHbril TMarao3 Ty0epo3HOTro CKIepo3a.

3aboJieBa I'enernueckue Koxnbie N3menenuss | U3menenuss B | JlaGopatop
HHE NPOSIBJICHUS CO CTOPOHBI | COMATHYECKOM Hble H
JAaHHbIE . .
HEepPBHOI craryce v Helipopaau
cHUCTeMbl H KOCTHO- 0JIOTHYeCK
OpraHos CYyCTaBHOM HEMEeTO/IbI
YyBCTB cucreme HCCJIe10BA
HUS
Ty6epo3n | AyrocomHO- I'unonurmentheie | Cynopoxksble | PabromMuombl I'ucromorus
bl JOMUHAHTHBIM  THUN | MATHA HPUCTYIIBI cepaua KOXU:
CKJIepO3 HaCJIEJOBAHMSL. (acuMMeTpuU4HO YMcTBeHHas HOPMAaJIbHO
[Tonukucro3 wu
pacrojoXKeHbl IO | OTCTAJIOCTh e YHUCIIO
I'en xapTtupoBan Ha aHTHO-
BCEMY Teny, | AyTusm MEJIaHOLUT
xpomocomax 9934 u MHUOJIATIOMBI .
16013 MIPEUMYIIECTBEHHO - o OB;
. BeJleHYeCK | mouek Omyxonu
P Ha TYJOBUIIE H OBCICHHACC oHe yXxo CHI)KEHHE
ne JIETKUX, MEeYEHU
ATO/IUIIAX ) ’ > | amcia,
HapylIeHUs JIC3EHKHU
AHTrHnopuGpOMBI pytie COIC3CHEH, pasmepa u
mna Kocten, MeJlaHu3au
I TeMucuHIpPO < 3ar
SHJOKPUHHBIX
13 2 M H
[[TarpeneBas Kenes
MEJIAHOCOM
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KOXa I'amapTomsbl B
pangyKHON MEJIAHOLIUT
OKOJ0HOTTEBBIE
000JI0YKH TJa3a | ax
¢ubpomer  Cezple
IIy4YKHU BOJIOC MPT -
cyOnmeH-
JTUMaJbHbIE
[JIMAJIbHbBIE
y371bl,
KOPKOBBIE U
CcyOKOpKOB
bie TyOEpHlI,
KTM -
KaTbIHU(UK
aThl
Butuauro | [Ipeanonoxurensuo | Yerko He tunuuner He tunuunet I'ucronorus
ayTOCOMHO- OTpaHUYCHHBIE KOXHU:
JOMUHAHTHBI  THUI | y9aCTKHU MOJTHOE
HaCJIEe0BAHUS C | AenUrMeHTaluH, OTCYTCTBHE
HEIOJHOU ne- | yCWIMBAKLmecs K MEJIaHOLIUT
HETPaHTHOCTbHIO nepudepun Ha OB
(oHe HOpMaLHOU
KOXH,
pacIoa0KEHHbIE
CUMMETPUYHO  Ha
pykax, Jdie, mee,
TYJIOBHUILIE,
KOKHBIX CKJIaJIKaX.
Hesyc - Envanunsle wim | He TunuuHb He tunnynst -
aHeMH4ec MHOKECTBEHHBIE
KMl CrpyNIUpOBaHHbBIE

OJIe/IHbIE OKPYTJIbIE
MATHA, C YETKUMH
rpaHuLiIaMu

Yamre
JIOKAJIM3YIOTCSL  Ha
CIIHE, JTUIIS

He xpacHerr npu
HAJaBIUBAHUU U
HarpeBaHuy, HE
0€JIEIOT Ha XO0I0/E,
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HE TOTEIOT
Baapnen6 | AyrocomMHO- becupernas npsans | Heiipocencop | HeGomnbime I'ucronmorus
ypra JOMHHAHTHBI  THII | BOJIOC HAJIO JIOOM. | Hasl TJIyXOTa | CKEJICTHBIE KOXHU:
CHHJPOM | HacjeI0BaHUs I'erepoxpomu | nedopmanuu
HETIONHORM VYyacTtku 5 payKex MIOJIHOE
[ICHETPAHT-HOCTEIO H JNEMUTMEHTAIlMU Ha [Topoku cepaia | oTcyTcTBHE
BapEUpPYIOMEHi Ko)ke U ria3HoM | Tenekant MEJIaHOLUT
9KCIPECCUBHOCTHIO. me.  Cpocmmeca OB
I'en kaptupoBaH Ha Gposu.
xpomocome 2g37)
Ileroctb | AyTOCOMHO- Cenas, yacto | He Tunmunel He tunmynel I'ucromorus
(Piebaldis | moMuHaHTHBI THI | TPEYTOIBHOMN KOXKU:
m) HaCIICTOBAHMS (bopmbI psiib
BOJIOC HAJ0 JIOOM. TOJIHOE
benoe msiTHO B OTCYTCTBHC
LeHTpe MEJIaHOIUT
moadopoIKa. 0B
CHmxeHHas
MMUTMEHTALUS
KOXH TyloBuUIIA (C
M0JI0CaMH HOD-
MaJIbHOM
MUTMEHTAllMd ~ Ha
3aHen
MTOBEPXHOCTH).
bensie mnATHA OT
JIOKTA K 3aIsICThIO
U OT CEepeIuHbI
Oenpa K UKpam.
I'mnomen | Ilpennonaraercs TI'unonurmentamus | CHIKEHHE Hemocrosuuo: T'ucronorunsa
ano3 Uto | ayrocomHo- KOXXM  TYJIOBWINA, | MHTEIIEKTa | KU(OCKO-JINO3, | KOXKHU:
JOMHUHAHTHBIM  TUN | KOHEYHOCTEHN U | Pe3uCTEeHTHBI | TMIIOTEHUTANN3 | CHUKEHO
HaCJIEeI0BAHUS rOJIOBBI B  BHJE | € M, BPOXIEHHBIE | YHCIIO
OATEH M  TO0JIOC | CYAOPOXKHBIE | MOPOKH cepala | MeIaHOCOM
HEMPaBUIbHON MPUCTYTIBl HA .
(hopMbI C | IepBOM TO4Y Helipopanu
HEPOBHBIMHU KU3HU oJlorHecka
TpaHHUIlAMU WJIA B A
BHJIE€ TOYEeK U Aymisu .
KapTUHA:
Opisr, Cemuruneptp reMUMETao
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BapHadenbHOrO ous sHIeanus
pasmepa.
Bo3moxkHBI Maxponegan
eIMHUYHBIE ui
MUTMEHTHBIE TSATHA
usera “xkode ¢
MOJIOKOM”
Anormenus,
JIOMKOCTb u
W3MEHEHHE IIBETa
BOJIOC
Cunapom - Cenplie npsau | Jducakysus He tunuuner | ['uctonorus
Vogt- BOJIOC KOXHU:
Koyanagi Mosroseie MoJHOE
_Harada Burtunuro CUMITOMBI OTCYTCTBHE
Anonenys XpoHUYECKH METaHOIAT
i aBycro- OB
POHHUIA
YBEUT
Nevus - bnennsie miaTHa | He Tunuynel He tunuunsel I'ncronorus
depigmen PUYYIABOTO KOXKHU:
tosus pUCYHKa WJIH B CHHUKEHO
BHJIC TOHKHX YUCJIO
I0JIOCOK MeJIaHOCOM
(pazmep wu
MeJIaHU3alx
s - HOpMa)
Cunapom | AyTOCOMHO- Teneanrnoskrasum | Atakcus XpoHuveckue OtcyrcTBHE
PELECCUBHBIA  THUII pec- CBIBOPOTOY
Jyn-bap HacienoBanus. ['eH YHacTku Jpoxanue NUPaTOPHBIE HBIX
KapTUPOBaH Ha | ACHATMCHTALIHT TOJIOBBL " uHpEKIUn MMMYHOTJIO
xpomocome 11022- TurvenThbie TyJIoBHIIA Oynu-HOB
g23) MSATHA Visrermon: OrcraBanue B (IgA, pesce
Cxknepoaepmust B pocte -~ 1gG wu
BIl  TpeMop
Xopeoarero3 | Puck I9E)
3JI0KQY€CTBEHH
Hucrarm
BIX
Kocornasue | HOBOOOpasoBaH
2478
I'unoTonus
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MBIIIII]
I'unopediex
cust
HuzapTtpus
Cunapom | X-CUEIJIECHHBII OO6umupHbIE YMmcrBenHast | JledekTol -
loabTHA | JOMUHAHTHBIM THUI | ceTYaThIE WJIM | OTCTAJO0CTh CKeJeTa
HaCJIeI0BAHUS C | TMHENHBbIE Y4acTKU | AHOMAaUU 5
e(heKThl 3y00B
JETANBHOCTBIO  JUJISl | HICTOHYEHUSI KOXH | rja3 e y
IJIOJIOB  MYKCKOTO | C  BBINISYMBAHUEM TTopoku cepia
9
nosia KUPOBOU OoYeK -
KjIeTqaTkn MOYETOYHUKOB
Tomoe [TaxoBas u
OTCYTCTBUE KOXH MymoyHas
Ha HEKOTOPBIX TPBIKH
y4dacTKax Tena
[lurmMeHnTHBIE WK
JEeNUTMEHTUPOBAH
HBIE MOJIOCHI
Teneanrnoskra3zuun
[Tanmnomsl
Cunapom | X-CUEIJICHHBIN OputemarozHo - | Cynopoxxubl | BpoxaeHHbII I'ucronmorus
Baoxa- JOMUHAHTHBII  THUI | BE3UKYJIE3HAast W cuHIpOM | BEIBUX Oezpa KOXHU:
Cyabudep | Hacie10BaHUS C | ChIMb, Cnactuuecku MHTpa’uae
Koconanocts
repa JETANbHOCTBIO ISl | PACHOJIOKEHHAs € mapaanyu pMajbHbIE
(Hemep:ka | IUIOJOB  MYXCKOTO | JMHEWHO Ha TlebexTer 3y6os | TY3PIPH €
YMcTBeHHas
HHSA noJa. I'en | crubarenbHBIX (KoHMHecKast 903UHO-
OTCTAJIOCTh
NUTMEeHTa | KapTUPOBaH Ha | MIOBEPX-HOCTAX dopma) bUIBEHBEIMU
cunapom) | xpomocome Xpll u | KOHEUHOCTEN H | AgomManum KJIETKaMH
Xq28. OOKOBBIX 3peHust
MOBEPXHOCTAX
TYJIOBHIIIA. Hucrarm
boponasuaras ] e
Spina bifida
CBINb

VYyactku arpopuu
KOXH u
JeTIUTMEHTAIH

Anonenus
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Cunapom | [Ipeanomaraercs Penko - | He tunnunsl | Acummerpuyno | Ha
Ouabe ayTOCOMHO- MUTMEHTHBIE TISITHA € YKOPOYEHHE U | pEHTTEHOTP
JOMUHAHTHBIA  THII | WIH YYaCTKH ne-hopmarus ammax
HacJIeI0BaHMsI JeTUTrMEHTaIUH. KOHEYHOCTEH BBISIBJISIIOTC
Penxo -l
OIyXOJIM KOCTEH | OrpaHUYEHH
c pl€  O4Yaru
MaJIMTHU3aluel | OBaJIbHOTO
B 3pesoM | uiu
BO3pacTe BeepooOpas
HOTO
IIPOCBETJIEH
ust B
MeTtaduzax
JUITMHHBIX
TpyOUaThIX
KOCTEH
BaxHo otmetuTh, uro npu nogodpeHuu Ha TC manueHT NOJDKHBI ObITh 0OCIIE€OBaH y
pasIMYHBIX CHEIMAJIMCTOB JJs MCKIIOYEHMs /MOATBEPXKICHMS MAaTOJOTMM  Pa3IMYHBIX

BHYTPEHHUX OpraHoB (cM. Puc.2 «MynpTuanciuminaapHas komanaa TC»).
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[lpeHaTanbHbIN
- nepuoa <1ropa 1-5 ner 5-18 ner > 18 net
I I [ [ [ I
lenetuk  Axywep- JleTckmi O¢ranbmonor Hedponor/ Mynbmononor
rutexonor/ Hegponor/ yponor
Kapauonor Aepmatonor
Pa6aomuombl®

KopTukanbHeie Tybepbi’

(ybanengumanbHbie y3nbi®

(y6aneHaMManbHble TUFAHTOKNETOYHbIE ACTPOLMTOMBI®

KoxHbie npoABneHus™

Tamaprombl ceTyarin™"

AxrvomHonHnombl'?

NAM — num¢anruoneiioMmuomaros.

Mpodunaktuka. B MupoBoii mpaktuke NpoUIaKTHKAa 3a00JE€BaHUS CBOJUTCS K
npeHarainbHoi guarHoctuke TC. Ilpu cnopagumueckoM TC puck MOBTOPHOTO POXKIEHUS
6osbHOTO pedeHka cocranister 2%, npu HacieacTBeHHOM — 50%. [ToaTomy npu moo3peHun Ha
HacneacTBeHHbIN Xapakrep TC (mpu HaNWYMM MOO3PEHUS WK NOATBEep K IeHHOro Auarnosa TC
y Oyaymieil MaTepu, OTLa WM POACTBEHHHMKOB) eHeTHYecKyro AuarHocTuky TC Heo6xoanmo
MIPOBOJIMTS €IIIe MPH TUTAHUPOBAHUN OepeMeHHOCTH. [loaTBep)KeHHBINH HacaeacTBeHHbIH i TC
ABJIIETCS. OCHOBAHUEM JIJIsl IPOBEJCHUSI MHBA3WBHOM MpEHATaJbHON AMArHOCTUKU. Takxke mpu
nono3pennn Ha TC y mmoxa pexkomenayercs nposeneHue OxoKI™ Ha cpokax 20-24 Henenb
OepeMEeHHOCTH I UCKIIFOUEHHs pabJOMUOMBI cepLa.

B Poccuiickoit ®denepanyii 3TOT METOJ MPO(PHIIAKTUKA HE TMOJYYWII €lle JOHKHOTO
pacnpocTpaHeHusi. B Hacrosmmii MOMEHT MBI MOXeM MNpO(UIAKTUPOBATH pa3BUTHE

KHU3HEYTPOXKAIOIMIKX OcliokHEHHH co cTopoHbl LIHC 1 nmouek (cM. pazaen nedeHue).
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CymecTByIOT 3apy0OexHbie ucciaenoBanus |1V ypoBHs nokaszarenbHoctu (Jozwiak S. u
coaBT., 2011; Cusmai R. u coaBt., 2011), CBHIETEIbCTBYIOIIME O TOM, YTO Ha3HAYCHUE
AQHTHAIIIIICNITHYECKOW TEpaluy MalMeHTaM I[EePBOr0 Tojia JKM3HH €IIe HE CTPaJaloliuM
SMUICTICHEH, HO y)K€ UMCIOIIUM 3MUiIenTUGOPMHbBIE paspsiabl Ha DO, IPUBOIUT K TOMY, YTO

SIUJICTICHA HC pa3BUBACTCA U NICTU B ,[[aJIBHef/'II_HeM HC CTpadaroT YMCTBGHHOf/'I OTCTAJIOCTBIO.

X. TEPAIIUA

Otunoniornyeckoe JedeHue npu TC orcyrctByer. o 2012 roga JjedyeHuE HOCHIIO
cuMrtoMatideckuii xapaktep. B 2012 romy Obul 3aperucTpupoBaH Ipemnapar 3BEpPOIUMYC
(ToproBoe Ha3BaHHe AQHUHUTOP), KOTOPBIA BIUSET Ha OCHOBHOE 3BeHO maroreHe3a mpu TC
(aBnsieTcT MHTUOMTOPOM CHUTHaNbHOrO myTd M-TOR) M yMeHbIIaeT pocT Omyxojied B
[EHTpaJIbHOU HEepBHOU cucTeme U B movkax (I ypoenn nokaszarenbHoctu - Franz D.N. u coasT.,
2012; Franz D.N. u coasrt., 2013; Bissler J.J. u coasr., 2012). ITIpenapat 3BepoJumyc B hopme
TabNeToK BKIOYeH B llepedeHb JKM3HEHHO HEOOXOAWMBIX M BaKHEHIINX JIEKApPCTBEHHBIX
cpenctB CKHBJIC) (Pacnopsiocenue [Ipasumenvcmea P@ No2199-p om 7 oexadps 2011).

Nmerorcss otaenbHble paOOThl, YTO OH TAaKKE YMEHBIIAET YHCIO HHHJICITUYECKUX
npuctynoB (IV yposens nokazarensHoctr - Krueger D.A. u coast., 2010), u cHIKaeT CTENEHb
BhIpakeHHOCTH aHrnodudpom numna (| yposens nokazarensHoctd - Franz D.N. u coasrt., 2012;
Bissler J.J. u coagt., 2012).

Jlanee paccMaTpuBaroTCs OTAENbHBIC ACMIEKThI JICYEHHUS B 3aBUCUMOCTH OT CUMIITOMOB U
UX CTENEHU BBIPAKEHHOCTH.

1. Jleuenne cyOdIEHANMAIbHBIX THTAHTOKJIETOYHBIX acTpouToM (COI'A).

ITpn magmunu COI'A ¢ KIMHUYECKUMH [IPOSBICHUIMH IOKA3aHO OIEPATUBHOE JICYEHHE -

yraineHue onyxoiau. He BbIABICHHAasT CBOEBPEMEHHO BHYTPUUYEpENHAs TUIEPTEH3MHs,
oOycioBnenHass COI'A, sBnsercs HauOonee yactoil mpuunHoOi cmeptH 50% OonbHBIX ¢ TC
crapuie 10 net. Peakas mpuunHa cMEpTH - KPOBOUBJIUSHUE B OMYyXOJIb.

O6ocHoBaHMEM /1JIs1 00JIee PaHHETO XUPYPTUYECKOTO YAAJICHHS OMYXOJIH, SIBISIOTCS:

1) POCT OIYXOJIH U MOSABIIEHNE KIMHUYECKUX CUMIITOMOB IIOCJIE IPEIIECTBYIOLIETO
6eccumntomHoro TtedeHus COI'A, BBuay Jnokanu3aimuu BOMM3M  oTBepcTuss  MoHpo,
COMPOBOXKAAIOMIMNMCA ~ pa3BUTHEM  OOCTPYKUMH,  HApyIICHUSAMHU  JIMKBOPOJIMHAMUKH,

BHYTPHKEITYJ0YKOBOI'O KPOBOTECUEHUS;
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2) poct COI'A, CONpOBOXIAIOIIMNUCS YXYALICHUEM TEUEHUS] OSHWICTICUH, YTO
aCCOI[MMPOBAHO C pPa3BUTHEM rujaponehanud M\ MPSMbIM MEXaHUYCCKHUM pa3pakeHUEM
MEXOKETYTOUYKOBOM MeperopoIku;

3) COI'A OGospiioro pasmepa, KOTopble MOTYT JeopMupoBaTh oTBepcTHe MOHpO,
YTO 3aTPYAHSET yAAJICHUE OIYXOJM U TeMOCTa3 BO BpeMs OIepalid B HEMOCPEICTBEHHOMU
OJM30CTH JAPYTUX CTPYKTYp (CBOA, KayJajdbHble siApa, OSIEHIMMA, BEHbl AIEHIUMBI,
MEXOKEITYJOUKOBAsi IEPETOPOJIKA);

4) B OOJBUIMHCTBE CIIy4aeB OCJIOXHEHHUS B IOCICONEPAIIOHHOM IIepuoje
pa3BUBAIOTCSl TPU BBINOJIHEHUM OINEpaluy JeTAIM C CUMNTOMHBIM TeueHueM COI'A u

NPU3HAKAMU TOBBIIICHHSI BHYTPHUEPEITHOTO AABICHUS WK THIpoedanueii 1o onepamimu.

IlokazaHusamu K xupypruyeckomy geueHnio COI'A aBusgioTcs:

IIpu 6eccumnmomnom mevenuu COI'A pemieHue 0 HEOOXOAMMOCTH U CPOKE MPOBEICHUS
OTIEPATUBHOTO JICYCHUS TPHHUMACTCSI HEHPOXHUPYPTOM.

COI'A, npuseowias K noseieHuto KIUHUYECKUX CUMNIMOMOS:.

o MOSIBJICHUE TMPU3HAKOB IOBBIIICHHOTO BHYTPUYEPEITHOTO JaBICHUS (TOJOBHBIC

6OJ'II/I, PBOTA; IIOABJICHUC 0YaroBou HCBpOHOFH‘ICCKOﬁ CUMIITOMATUKH, YXYIAIUICHUC 3peHI/I$I);

. HapyILIEHUs [TOBEJCHUS;
. YXyIIIEHNE KOTHUTUBHOW (DYyHKIINU;
. Y4YallEHUE MU TUYECKUX IIPUCTYIIOB.

COI'A momyiexuT pe3eKUuu, KaK TOJbKO 3aperucTpUpPOBAaH pOCT OINyXOJU MpHU
nuHamuueckoM MPT-uccnenoBanuu. B mocneonepaliioHHOM TEpPHOJIE MOTYT HAOIIOIAThCA
CIeyIoIue OCiIoXHeHus: nmpexoasmui remunapes (10-12%), croiikuit MoTopHBIN neduuut (6-
12,5%), Beipaxkennbidt nepunut namsata (5%), KPOBOTEUEHHE UM KOMIIPECCHS CyOAypalbHOTO
KOJUIEKTOpa, TpeOyrolue MOBTOPHOTO XUpyprudeckoro BmematenbcTBa (13-20%), morteps
spenust (20%), octpas mociaeoneparronHas ruaporedanus (10-20%).

IToBTOpHBINA POCT OMYyXOJIM BO3MOXEH, €CIU ONyXOib OblIa yJaaJeHa He MOJHOCThIO
(ocoboe pacnonoxeHue uiau OomnbiIoi pazmep). I[Ipy HU3KOM pHUCKE OCIIOKHEHMM, ONEpaIuio
MOXHO MpoBecTd moBropHo (Moavero R. u coasr., 2011; Jozwiak S. u coasr., 2013).

[TocneonepanOHHBIX OCIIOKHEHUH MEHBIIIE U pexke Bo300HoBIsieTcs pocT COT'A, ecnu:

J Bo3pact pebeHka 11 et u MeHsliIe;

. JIMAMETP OITYXOJIM MEHEE 3 CM;
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o €cIi  olepalus TMpoBedeHa 1O TOSBICHUS OYaroBOM HEBPOJOTHYECKON
CUMIOTOMATHUKHU.

B Tom cnyuae, ecnu Helipoxupyprudeckoe yieueHue COI'A HEBO3MOXKXHO WIIA COTPSIKEHO
c OonpImIMM PHUCKOM, MAalMEHTaM Ha3Ha4YaeTcs 23BepoiMMyc (YpOBEHb jdoKazarenbHocTH |-
Krueger D.A. u coasr.,2010; R.Moavero et al.,, Childs Nerv Syst (2011) 27:1203-1210;
Moavero R. u coasr., 2011; Jozwiak S. u coasrt., 2013).

CornacHo mexayHapoaHoMmy koHceHcycy (Consensus Meeting for SEGA and Epilepsy
Management. 12 March 2012, Rome, ltaly), nasnauenue s3Beponaumyca npu COI'A mokazaHo
nanueHTam crapme 3-x Jer, uMmewmuMm CIOI'A, acconMUpPOBAHHYI0 ¢ TYO0epO3HBIM
CKJIEPO30M, €CJIM BBINOJIHEeHHE ONlepalui HEBO3MOKHO, 3 MMEHHO!

® HaIWYUE NPOTHUBOMOKA3AHHUMN K XUPYPruuecKOMY JI€UeHHUIO (IPOTUBOINOKAa3aHa aHECTE3Ms
WM CaMO XUPYPTru4eckoe BMEIIaTeNbCTBO);

® HEBO3MOXKHO paJMKalbHOE YJAICHUE OIYXOJH;

®  ATUIHUYHAS JOKATU3ALUS OMyXOJIH;

e 0co00€ PacloI0KEHHE OITyXOJH, KOTIa ONEPaIis MOKET MPUBECTU K OCTIOKHEHUSIM;

® arpecCHBHBIN POCT OIYXOJIH;

e B0300HOBJIEHHE POCTA OITYXOJIM MOCIE YXKE MPOBEACHHON PE3EKIIUN

® OTKa3 OT IMPOBCACHUA OIICpalluu.

DOBepoauMycC SBISETCS aKTUBHBIM MHIMOUTOPOM poCTa U Mpoiudepany OMyXOIeBbIX
KJIETOK, SHJIOTEIHAJbHBIX KJIETOK, (UOpPOOIACTOB M IVIAJKOMBIIIEYHBIX KJIETOK KPOBEHOCHBIX
cocynoB. OH ymenbIaeT o0beM COI'A mapanenbHo ¢ yMEHbIIEHHEM 00beMa aHTHOMHUOIUIIOM
noyek U anruodudpom nuua. Apunurop (3Bepoaumyc) B HacToslee Bpems uMmeercsa B opme
TabneTok 1no 2,5 mr, 5 mr u 10 Mr, a Takke AUCTIEPTUPYEMBIX TaOIETOK.

Ac¢uHuTOp CreayeT MpUHHUMAaTh BHYTPb OJWMH pa3 B CYTKM B OJHO M TO K€ BpeMs
KKIBINA IEHb, U TU00 KK pa3 ¢ muIleH, 1100 Kaxaslid pa3 0e3 Hee. Tabnetku A dunuropa
clelyeT 3allMBaTh CTakaHOM Bojbl. He ciemyeT pazxkeBblBaTh WM pas3iaMbiBaTh Ux. Ecnn
HNAlUEHThl HE B COCTOSHUM MPOTJIOTUTH TaOJeTKH AQUHHMTOpPA, JUCIEPIHPYEMYIO TalJIeTKy
cilieflyeT TMOJHOCThIO pACTBOPUTH B CTakaHe BOAbl (cozaepikamieM mnpuOiausurenabHo 30
MIUIHJIUTPOB), OCTOPOKHO IEepeMelInBas, a cpa3y ke Iocie 3Toro — BbIMUTh. [locie uero
CTakaH HEOOXOAMMO HANOJHUTh TaKUM € OO0BEMOM BOJbI, BHOBb pa3MeEIlaB U BbIIHUB
COZIEP’KUMOE, YUTO MO3BOJIMT TapaHTHPOBAHHO MPHHATH HY)KHYIO 103y 1enukoM (MHCTpyKIius mo

MEIMIITHCKOMY NPUMEHEHUIO JIEKapCTBEHHOT0 npenapara A¢unurop). B uccnenosanuun EXIST-
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1 cpenusis TepaneBTUUeckas 1036l coctaBmwia 5,9 mr B cytku (Franz D.N. u coasr., 2013). Hioke
NPUBEACHBl PEKOMEHAYEMbIC CTapTOBBIE J03bl IIpenapara B 3aBUCUMOCTH OT IJIOLIAU

noBepxHoctu Tena: Puc.3.

Mnowaab noeepxHocTM Tena | <1,2m° | OT1,3mM° g0 2,1 m° | 222 m° Tabnetka no 10 mr

HavanbHas cyToyHasa gosa 2,5 Mr 5wmr 7,5 wmr

TabneTtka no 5 mr

- AOUHUTOP BbinyckaeTca B TabneTtkax no 2,5 mr, 5 mMr u Tabnetka no 2,5 mr

10 mr HarnagHo nokasaH dhakTudeckun pasmep
pa3HbIX TabneTok.

Pacuer muomagu moBepxHOCTH Teda npoBoaiaT 1o ¢opmyne (PykoBomcTBo 1O
XuMuoTepanuu onmyxoieBsix 3a0oneBanuii. [lox pen. H.W.IlepeBomunkoBoit. — 3 u31.,10M.H TIep.

— M.: [Ipaktuueckas menuuuHa, 2011. C.485):

) = 1/POCT (cM) x Macca Tena (Kr)

3600

2
[Tnomans moBepxHOCTH Tena (M

Bo Bpems Tepanuu 3BepOIMMYCOM PEKOMEHTYETCS PErYJSPHO OI[CHUBATh KOHIICHTPAITUIO
mpernapara B KpOBH: TNPHMEPHO dYepe3 JBE HEIElIM II0CjIe Havaja Tepalmud M Jajiee IIo
HEOOXOIUMOCTH.

HpI/I pa3BI/ITI/II/I HCIKCJIATCIIbHBIX ﬂBJ’IeHI/If/'I MOXET HOTpC6OBaTI)C$I CHH)XXCHUEC OO03bI WA
nepepsiB B JieueHWU. Huke mpuBeNeHBbl HEKeIaTeNbHbIE SBICHHUS, KOTOPHIE BCTPEYAIOTCS Ha

tepamnuu 3Bepoiaumycom (Franz D.N. u coasrt., 2013).

Yacrora 6onee 10% - cTromaruThl, U3MEHEHHUs Ja0OpaTOpHBIX Mokaszareneil (1 wim 2
cTerneHu Tsbkectu). Hambonee wyacTble W3MeHeHMs J1a0OpaTOpHBIX IOKa3aresnel -
cHmkenue (ocdaros, uOpuHOreHa, AUMGPOUUTOB U HEHUTPODUIOB,  MOBBIIICHHE
CBIBOPOTOYHOH I1enouHoi (ocdaraszel, kamus, ACT u AJIT.

Yactora 5% - uUHPEKIUH BEpXHUX AbIXaTEIbHBIX IyTeH, MHEBMOHUS, HEUTpOIEHMUS,
THIEPXOJIECTEPUHEMHS,  Kallledb,  Chblllb,  yTOMISIEMOCTb,  Pa3apPaXHUTEIHHOCTH,
MOBBIIIIEHUE TEMIIEPaTyphbl Tela, MOBBIIICHHE YPOBHS XOJECTEPHHA W JIMIIOTPOTEHHOB
HU3KOU TJIOTHOCTU B KPOBH, CHIDKEHHE YHCIia HEUTPO(UIIOB,;

Yacrora pexe 5% - ameHopesi, HeperyIsipHble MEHCTPYyaIlui, MEHOpparusi, BarnHAJIbHbIC
KPOBOTE€UEHUS, AHEMHs, arpecCMBHOCTb, HapylIeHHE CHa, CYyIOpOTH, HOCOBBIE

KpPOBOTCUCHM, TIHEBMOHUNTLI, HAPYIICHUEC ITOXOAKH, IMTOBBINICHUC YPOBHA TPUITIMLICPUI0B
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B KpOBH. BOJBIIMHCTBO HapylIeHHH J1aOOpaTOpHBIX IMoKa3arenei - 1 uiam 2 creneHu

TSXKCCTH.

Taxoke BCTpeuyaroTCsi M3MEHEHHs J1a0OpaTOPHBIX IMOKa3aTeNied, HO OHHM, KaK IpaBUIIo,

JIETKOM CTEIEHM U 3aKII0YaloTCsI B noabeMEe TpaHCMHUHA3, THUIICPXOJICCTCPUHCMUH,

runeprpuraunepuaemun 1 runeparpuemun  (Krueger D.A. u coast., 2010). ITosTtomy
PEKOMEH/IYeTCSl MOHHTOPUPOBATh OMOXMMHUYECKHE TMOKa3aTelr HE peke 4YeM Kaxiele 2-4
HEJIeIU, WK Yalle 10 TOKa3aHUsIM.

B Tabnuue 4 mpocyMMUpOBaHBI pEKOMEHJAIMK IO Ha3HauYeHHIO A QuHUTOpA.

Tab6auia 4.
1 Pacuert ao3bl
) Hauano npuema
3 KOHTpOIIbf
| .
TepaneBTUYECKUE YPOBHU 06bem CIrA
npenapara ‘
; | | |
<5 wr/mn O15 a0 10 Hr/mn (uenesoit MoBTOPHO OLEHUTb MPUMEPHO

[AManasoH) yepes 3 mecAua

! l l

MosblwaTtb fo3y Ha 2,5
Mr KaXkaple 2 Hepenwm,
B 3aBUCMMOCTHU OT
nepeHocMmocTu

[poBECTM NOBTOPHYIO OLLEHKY
NpUMepHO Yepes 2 Heaenun nocne:

. Kakux-nnbo nameHeHui 403bl

. Hauana coBmecTtHoro npuema
MHAYKTOPOB / MHTMBUTOPOB
CYP3A4 vnu P-rnnkonpoTtenHa, a
TaK:Ke nocse Kaknx-nm6o
M3MEHEHUI B CXeMy npuema
nogo6HbIX NpenapaTos

MoaobpaTtb 403y B 3aBUCMMOCTU OT
OUHAMUKKM ob6bema CITA, ¢ yyeTom
KOHLEHTpaL M npenaparta
(MUHMMaNbHbIX YPOBHEN Nepes,
ouyepeaHbIM NPUEMOM), @ TaKKe
nepeHocMmocTu

[TockonbKy OAHMM M3 HamOoJee YacThIX HEXeNaTeIbHBIX SBIEHUN Ha (oHEe Tepanuu

9BCPOJIUMYCOM ABJIAIFOTCSA CTOMATUTBI, TO HPCSBLIqaﬁHO BaXHbI MCPBI 110 HpO(I)I/IJ'IaKTI/IKI/I

JAHHOI'O OCJIOKHCHUS.
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® HeoOXOaUMO PETYISPHO OCMATpPUBATh MOJOCTh PTA HA MPEAMET MOSIBICHUS KaKUX-THOO
M3MEHEHUH: TPEIIUHBI, I3Bbl, TPUITYXJIOCTH.

® [IpH MOSIBJICHUU KaKUX-THU00 U3MEHEHU, HEMEIJICHHO COOOLIUTEH 00 3TOM CBOEMY Bpauy.

® He MpUHUMATh TropsA4Yyr0 U xononHyio nunly. Iluma gonxuHa ObITH Temaod u
MeXaHMYeCKHU maasime!

® u30erarb TPaBMUPOBAHUS JI€CEH 3yOHOM IIETKOM.

® u3berarh ymoTpeOJIeHUs CBEXHMX (PYKTOB, OBOIICH M COKOB, €CIH OHHU KHUCIBIE U
coJiepKar ropeyH.

® He HCIOJIb30BaTh Ui MOJOCKAHUSA TOJOCTH pTa HACTOM U OTBAphbl BSKYLIUX TpPaB, a
TaKXKe JI00bIe OMOIACKUBATENH, COAEPIKAIINE CITUPT WIHM NEPEKUCh BOAOPOIA.

® KAaTErOpUYECKU 3alpEelIacTCsl MCIOJIb30BaTh ISl IOJOCKAaHUS PTa PacTBOP IEPEKUCHU
BOJIOPOJIA.

® T[UIWeHa MOJIOCTH PTa: MOCJe KAKIOro MpUeMa MHIIU IMOJIOCKAaTh POT: BOAOW, MOXKHO

c1ab0COICHOMU, MM OYeHB CJIa0bIM HAacTOeM uas (0e3 caxapa).

[Ipu pa3BuTHH CTOMaTHTa PEKOMEHAYETCS NMPUMEHSATh OOJENMXOBOE MAcio: pa3BeCTH B
cootHomeHnH 1:2 mimm 1:3 m0OBIM pacTUTENBHBIM MaciioM. [locie KakIoro mpuema MUy 1
nepeq CHOM cleqyeT oOpabarbiBaTh MOJOCTH pra (MapieBoil candeTkoil), mepen eaou -
MpOraThiBaTh MATKUH KyCOYEK CIMBOYHOrO Macia (mpodunaktuka 330¢aruta). He
PEKOMEHIyeTCsl MPUMEHATh 0e3 Ha3HAYeHHs Bpadya HUKAKWX HPOTHBOTPHOKOBHIX IPETaparoB
(TOJIBKO MPH MOATBEPKAECHUHN IPUOKOBON MHPEKINN).

B Tabnumax 5,6 1 7 npuBeaeHbl peKOMEHIAINH 10 JICUCHUIO HeXeNaTeNbHbIX SBICHUH B

3aBUCHMOCTHU OT TSXKCCTH UX IMPOABIICHUS.
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Tabnuma 5. PekomMeHnanuu 1npu pa3BUTUU CTOMATHTAa, BO3HUKIIETO Ha (OHE Mpuema

IBEPOITUMYCA.
Crenennb CuMnTomMbI Jleuenue H3meHeHUE 10361
TSDKECTH
1-Jlerkas Munumanpabie 1. [Tonockauwue o6eruHolt  He TpeGyertcs
(HopManbHas BOZOY WK 0,9% p-pom
ena) conmu
2. M36eratb pacTBOPOB

COZiep)KAIMX AJIKOTOJIb,
TepeKuCh BOAOPOAA, U0,

2-Cpegusss Ectp 1. MecTtHbIE [IpepBaTh npuem g0
CUMITTOMBI, HO QHATBTeTUKU repexoa B JIerKyIo
MalueHT MOXXeT 2. MecTHbIE CTelleHb, 3aTeM
eCTb MUILLY KOPTHUKOCTEePOUJbI BO30OHOBUTH
3. M36erarb pacTBOPOB  MPEXHIOK
COZlep>KalLUX aJIKOTOJIb, o3y

nepeKkruchb BOAOPOAa, U0

3-Tsokemast  Ectb cumnitomsr  M36erats pacTBOpOB 1.IIpepBars npuem g0
Y MAllMeHT He B COZIeP)KAllMX aJIKOTO/Ib, repexofia B JIETKYI0
COCTOSIHMM €CTh ~ IIepeKHCh BOJOPOAa, KOz, CTeleHb, 3aTeM
Y TIUTH BO30OHOBUTH
MPEXXHIOIO
A03y

2. Ecstm aToTO He
MIPOU30M/IET B
TeyeHHe

4-X HeJlemmb —
MMO/THAsI OTMEHA

4- Tsprenbie To xe camoe IIpepBaTh Tepanuio
WuBanu- MPOSIBJIEHUST

AA3UPYIO

niast
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Tabnuua 6. Pekomenaanuu npu pa3BuTHH WHPEKIUHN HA OHE IPHEeMa IBEPOIUMYyCa.

CreneHb TSHKECTH HN3meHeHue 10361 Mpenapara
1- Jlerkas Jlo3a He MeHsteTcs
2- CpepHeli TsDKeCTU [lepepsIB B mpueMe Ipenapara /10 MCUe3HOBEeHUsI

MH}EKIMY MK [0 CHIDKEHUSI CTETIEHH ee TSHKECTH, 3aTeM
BO3BpallleHHe K IIpeXxHeil 1o3e

Ecnu mepepsiB B mpueMe Ipernapara cCOCTaBUI 6 HefleNlb,
peKOMeHJJ0BaHa OTMeHa Iperapara

3- Tsoxenas IlepepsIB B mpreme npemnapara 0 UC4e3HOBEeHH S
MHPEKIUH WY IO CHIDKEHHUSI CTETIeH! ee TSDKECTH, 3aTeM
BO3BpalleHHe K 6osiee HU3KOi1 f03e
Ecnu mepepsiB B IpreMe Ipenapara COCTaBUI 6 Hellesb,
PeKOMeH/I0BaHa OTMeHa Ipernapara

4-)Xusueyrpoxaromasi ~ OTMmeHa npernapara

Tabmuua 7. PexoMeHnanuu npu pa3BUTHA HEMH()EKIIMOHHOTO MTHEBMOHUTA.

Crenennb PexkomeHnganum H3meHeHUEe m03bI

TSDDKeCTH

1- Jlerkas BMmeniaTenbcTBO He HY)XKHO Jlo3a He MeHsIeTCst
[Ipomomkars sBeponmuMyc

2 - Cpegneit Jleuenue cumnromatudyeckoe  /losa ymeHbliaeTcst 10
TSDKECTH Koprtukocrepouapsl, ecnu repexosia OC/I0XKHEeHUS B
Kallle/Ib OYeHb YaCThIN JIETKYIO CTeNeHb
Ecnu aToro He mpoucxogut
B

TE€YEHUE 3-X HEAETIb —
npernapaTt OTMEHAETCA

3 - Tspkenas KopTuxocrepongpl, ecinu [Ipekpalenue Tepanuu u ee
HCKJII0YeHa UHQEKIIMOHHAs BO30OHOB/IEHVE B MEHbIIIEH
Nnpupoja Jose,
€CJIY CTeIeHb TSHKeCTU
COOTBETCTBYET JIETKOU
4- HcnonbzoBaHue [Ipexpaiienue Tepanuu
JKusHeyrpokaro  aHTHOHMOTHKOB WJIN HaBcerjga
niast KOPTHUKOCTEPOUJ OB 11O
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ITIOKa3aHUSAM
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Heo06xonuMo OTMETUTB, YTO HBEPOJIMMYC MOXKET BIMATh HAa HMMMYHHBIH OTBET Ha
BaKLMHBI, T0O3TOMY BaKLIMHAINA MOXKET ObITh MeHee 3(PPEeKTUBHOM, €CITU MTPOBOIUTCS BO BpeMs
nedyeHus: 3BepoiauMycoM. [loaromy B mepuoj NpUMEHEHHUs HBEpPOJMMYyCa HE PEKOMEHIYETCs
MPOBOAMUTHCA BAKIMHAIIMIO )KMBBIMU BAaKIIMHAMHU U HEOOXOIMMO H30eraTh KOHTaKTa C HElaBHO
BaKI[MHUPOBAHHBIMHU.

OnTumalnbHas NMPOJOJDKUTEIBHOCTD JIEUYEHHUS! IBEPOJIMMYCOM IOKa HE YCTaHOBJIeHA. B
HACTOSAIIEE BpeMs PEKOMEHAYETCS MPOJO0JIKATh HEIPEPHIBHYIO TEPAIIMI0 IBEPOIMMYCOM  JI0

coxpaHeHus 3¢ dexTa UK 10 pa3BUTHUS HEMTPUEMIIEMOM TOKCUYHOCTH.

2. Jleyenne snwiencuu y nanueHtoB ¢ TC nmpoBoguTcs mo oOmyM MpaBUIaM JICUEHUS

snuiencur (CM. MPOTOKOJ JWATHOCTUKM M JieueHUs smuierncuu). [Ipu modeyHoit maronoruu
ciefyeT u30erarb Ha3HA4YE€HUS TONMpaMaTa B CBSI3M  C MOOOYHBIM 3(p(deKkToM B BHJE
KaMHeoOpa3zoBaHMs B modkax. IIpoTuBOCYIOpOKHBIE Hpenaparbl ¢ CeAaTUBHBIM 3(p(HEeKToM,
Takue Kak OapOuTypaTsl M OeH3oamazenuubl, y O0ombHbIX TC ¢ HapymeHHsMH OOY4YEeHUS H
MOBEJICHHUS JIOJDKHBI TPUMEHSIIOTCS orpaHuyeHHo. llpum HeapeKTHBHOCTH MOHOTEpanuH,
NAlMEeHTOB PEKOMEHIYeTCsl IePEeBOIUTh HA KOMOMHHUPOBAHHYIO TE€PANUIO0 aHTUAIHICTUYECKUMHU
npenapaTamy ¢ MOTEHLIUAIbHO CUHEPIMYHBIMU MEXaHU3MaMU J1€HCTBUS.

Crnenyer oOpaTuTh BHHMaHHE, Ha OCOOYI0 YYyBCTBHTEIBHOCTh ITAllUEHTOB C
MH(QaHTWIBHBIMU cHa3Mamu, Bo3HUKIIMMH Ha ¢oHe TC, x Buradbarpusy. BI/IFa6anI/IH1 —
IPOTUBOCYJAOPOXKHBIM Ipenapar ¢ J0Ka3aHHOH 3(PQEKTUBHOCTbIO B JICYEHUH HH(PAHTUIBHBIX
cnasMoB U (OKanbHBIX ONuJencuil y Jered. B cooTBeTcTBUHM ¢ MeEXAYHapOIHBIMU
pexomenmanusmu (Wheless JW. u coasrt., 2004; Lux A.L. u coast., 2004; Pellock J.M. u
coaBT., 2010). BurabarpuH sBisIeTCSI MpenapaToM IEPBOM ouepear BbIOOpA IS JICUCHHS
uHdanTuabHbIX crasmoB npu TC (Yposenp mokazarensuoct I(A) - Riikonen R.S., 2009;
Camposano S.E. wu coast, 2008; Krueger D.A., Franz D.N., 2008). Jleuenue uH(MaHTHIBHBIX
cna3MoB BuradbarpuHom sd¢exktuBHo y 95% nereit ¢ TC. Panusag Tepanusi (oOKaJbHBIX
IOPUCTYNOB UM Marojoruueckux wusMeHeHuit Ha OO (dokanbHble HW3MEHEHUS W
TUNMYHAs/aTUIINYHAs TUIICAPUTMUS) BUTa0aTPUHOM IPENOTBPAIAeT pa3BUTHE WH(MAHTUIBHBIX
Crma3MoB y jeteii (ypoBeHb mokazarensHocTH IV - Jozwiak S. u coart., 2001; Cusmai R. u
coaBT., 2011). Bce, uTO KacaeTcssi ONTUMAlbHBIX 103 BHUrabaTpuHa M MPOIOJKHTEIBHOCTH
JICYCHUS] UMEET HEBBICOKHI ypOBeHb JoKazarenbHOCTH (ypoBeHb aokazateibHoctd - 1V -

Pellock J.M. u coagr., 2010) .

! BurabaTpuH He 3aperucTpuposaH 8 P,
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Cxema Tepanuu uH(paHTWIBHBIX cria3moB Buradarpunom (Osborne J.P., O’Callaghan

F.J.K., 2003) npuBeneHa Huxe (IpueM mpemnapaTa yepe3 Kaxasie 12 4acos).

MIePBBIN JICHD 50 Mr/kr/cyTKH
2-4 nan 100 mr/kr/cyTKn
[IATHIA JE€HBb U Jajee 150 Mr/kr/cyTKu

Bo3moskHO noBeIenne 0361 10 200 MI/Kr/CyTKH.

MuHuManbHasE MPOAOKUTEIBHOCT JiedeHUsT J¢pGEeKTUBHONH po030i — 4 wMecsna
(HempepbIBHOE JIEUEHHWE B TeueHUWe | roja He NPUBOAUT K PA3BUTHUIO KOHLIEHTPUUYECKOTO
cyxeHus nojiei 3penus). Ilpu orcyrcrBum sddexra vepes 2 HepeIH MPH MaKCUMAaJIbHOHN J103€,
PEKOMEH IyeTCs [IepeBO/l MAI[MeHTa Ha TOPMOHAIBHYIO TEPAIIUIO.

Bo3moxHble HexenaTenbHblE SBICHUS MpPH IpueMe BurabarpuHa Bo3HUKaT y 13 %
nerel. OOBIYHO HEXKENATENIbHbIE SBJICHUS HUMEIOT JIETKYI0 CTENEHb BBIPAKEHHOCTH U
IIOCTETICHHO HMCYE€3al0T B Te4YeHHe Henenu. becrokoiicTBo, BO30yXAeHHE W OECCOHHHMIA
BO3HUKAIOT B Hayane mnpuema BurabarpuHa y 5-10% manueHTOB W MPHUBOIAT K OTMEHE
npenapara toibko y 0,1% nereit. KpaiiHe penko BCTpeyaroTcs JErKUW TPEMOpP KOHEYHOCTEM,
NOBBILICHHAs] COHJMBOCTb M 00J€e MNPOJOJDKUTENbHBI COH, JIerkash 3aTOPMOXEHHOCTD,
3aTpyJHEHHUE IJIOTaHUsl U 3anopbl. [Ipu MosiBlIEHNUN HEKENaTeIbHBIX ABJICHUN, PEKOMEHAYETCs
CHI)KEHHME HayaJlbHOM 103bl BUrabaTpUHA C IMOCIEAYIOIUM 00Jee MEJIEHHBIM YBEIMYEHUEM
JTO3BI.

Puck pasButust 1eeKTOB MOJIeH 3peHus y AeTei nmepBoro roja xusuu Huskuii (Coppola
G. u coasr.,, 1997; Riikonen R.S., 2009). KonueHTpuueckoe CyXeHHE TOJNEH 3pEHUS,
HapylleHue nepudepruueckoro 3peHus ormeuvanucb y 3% pgerell B Bo3pacTe 10 2-X JI€T.
Jedext 3peHus pazBUBajiCS NpU JUIMTENBHOCTU MpHEMa Mpernapara cBbllle 6 mecsuen. Y 25-
100% mnamueHTOB MOCie OTMEHBI Npernapara 3pE€HUE BOCCTAHABIMBAIOCh. OTMEYEHO, YTO
BOCCTAHOBJIEHHE (DYHKLIMU 3peHUs Y ieTel OoJiee MOoIHOe, YeM Y B3POCIIbIX.

J1st oTciIe:KMBAHUSI BO3MOKHBIX OCJIOKHEHHWH, BO BpeMsi npueMa BHUradaTpuHa
pexkoMenayercssi 1 pa3 B 6 MecsneB NPOBOAUTH KOHTPOJbHbIC HMCCJICIOBAHUS:
3JIEKTpopeTHHOrpagduio.

Bropast ouepenp BbIOOpa ansi JiedeHHs] WMHQAHTWIBHBIX CHa3MOB IpH TyOepO3HOM
CKJIEpO3€ MPHUHAIJICKUT TOPMOHAJIBHBIM IpernapaTtaM - KopTUKocTepouaaMm. ONTHMaibHBIM
npernapaTroM cuuTaercs agpeHoKopTHKoTporHblii ropmoH - AKTT (Pellock J.M. u coagr., 2010),
B Poccum He 3apeructpupoBaH, paHee NMPUMEHSUICS €r0 CUHTETHMYECKHH aHanor - CHHaKTeH

[Jeno. Bo3MOKHBIE HeXenaTelbHbIE SBJICHHUS JTUX IPENaparoB: apTepuabHas THUIEPTEH3HS
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(omacHOe OCJIOKHEHHE NMPH HAJHMYUH TOJIMKHCTO3HOM OOJIE3HM MOYEK), OCTEONOpO3, S3BEHHAs
00J1e3Hb KeNyaKa, CHKeHHE UMMYHHTeTa. ONTHUMAaIbHBIN peXKUM BBEACHUS KOPTUKOCTEPOUIOB
npu MHQAHTWIBHBIX CIa3Max HE YCTAHOBJEH, HO OOJBIIMHCTBOM aBTOPOB PEKOMEHAYETCs
Hayajgo Tepanmuu C BBICOKOWM J103b1: 150 e,Z[I/IHI/II_I/MZ/B CYTKH JIS KOPTUKOTPOIIMHA WM 2
MTI/KI/CYyTKH JUIs IPEJHU30HA B T€UCHUE 2-X HEAEb C IMOCIEAYIOIIUM ITOCTETIEHHBIM CHIDKEHHEM
J103bl B TeueHHUe 1-3 MecsIeB pu XOpOIleM OTBETE Ha JIEUEHUE B HadaJlbHOM nepuoje. Ecnu B
HAYaJIbHOM TEPHO/JIe Tepaluy OTBETa Ha JeUeHHE He ObLI0, 1032 KOPTUKOCTEPOUIOB CHUKACTCS
ObicTpo. OnTUMalIbHAs JUIMTEIBHOCTh TE€PAlUU U TEMIIA CHUXKEHHUS J103bl TOPMOHOB Ul 3TOM
KaTeropuu OOJNBbHBIX B  HACTOALIMM MOMEHT BpPEMEHM HE YCTAHOBJIEHA, OJHAKO
IPOJOJDKUTEIBLHOCTD TEpPAMK HE JIOJIKHA IPEBbIIATh 3-X MecaleB. KopTukocrepousl cienyer
C OCTOPO’XKHOCTBIO MIPUMEHSATH Y JIeTeH ¢ pabloMHOMaMHt Cep/Iia N3-3a BO3MOXKHOCTH POCTa 3TUX
OIYXOJICH.

IIpu HemocTaTouHOU 3(pGEKTUBHOCTH MOHOTEpanuu HH(MAHTUIBHBIX CIA3MOB
BUTra0aTpUHOM, BTOPBIM IIperapaTroM MOTYT BBOAMTHCS Baybmpoatsl win Tomnupamar (Pellock
J.M. u coagr., 2010). Ben3zonuazenuHbl, TaKue Kak HUTpa3eraM WM KJIOHA3emaM, MOTYT ObITh
3¢ (peKTUBHBIMU B cllyyae KOMOWHUPOBAaHHOM TepamuM, WIM BBOAUTHCA B TEpamluio, Kak
npenapaThl «OTYASTHUSI.

Tperp OonbubIx TC cTpamaroT 3nuiIencUeil, pe3UCTEHTHON K IMPOTHUBOMUIECHTHYECKUM
npenaparam (Jansen F.E. wu coast., 2007; Curatolo P., Moavero R., 2010; Ibrahim G.M. u
coaBT., 2012; Curatolo P. wu coaBr., 2012). Heiipoxupypruueckoe J€4eHUE, CTUMYJIAIHS
OJTy>K1at0IIero HepBa U KeTOIeHHas AMeTa MOTYT 0Ka3aTh IIOMOLIb 3TUM OOJIBHBIM B YIyUIIEHUU
KayecTBa UX >KU3HHU.

B OGonpmmHCTBE CilydaeB PE3UCTEHTHBIX K MPOTHBOCYIOPOKHOW TEpamuu SHUJIETICUN
npu TC, BbIABIAETCS HECKOJIBKO OYaroB JSMUJIENTHUYECKON AKTUBHOCTH, B OCHOBE KOTOPBIX
HaXOJIUTCS SNWJIENTOreHHbId TyOep. braromaps CcoBpeMEHHBIM MeETO/JaM JIMarHOCTUKU
(marauTO’HUEpanorpadus, Buaeo-23I" MOHUTOPUHI, MarHUTHBI PE30HAHC U TO3UTPOHHO-
SMHUCCHOHHAas ToMmorpadus W JAp.), CTal0 BO3MOXXHO BBISIBUTh  <«JOMHHHMPYIOIIUI»
AMUIENTUYECKUI OYar U «OTBETCTBEHHBIN» 3a Hero TyOep (MiaM 30HY KOPKOBOW JMCIUIA3HM),
KOTOPBIN MONIeXKUT yaaneHuto. [locie ynaneHus «10MUHUPYIOIIETO» 3MUIENITOIeHHOro Tyoepa
MPUCTYIBI OTCYTCTBYIOT WJIM CHUKAETCS 4acTOTa MPUCTYNOB Oosiee, ueM Ha 50%, y 2/3 601bHBIX
TC. Bce naneHTsl ¢ pe3UCTEHTHOM K MEIMKaMEHTO3HOM Tepanuu 3MUjIericuel Mpu TyO0epo3HOM
CKJIEPO3€, MOTYT pacCMaTpUBAaThCS KaK MOTEHIMAIbHbBIE KaHAUAATHI U1l HEUPOXUPYPrUIECKOTo

neuenus (ypoBeHb nokazareibHocTH Il a - Weiner H.L. coast., 2006; Jansen F.E. wu coasr.,
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2007; Madhavan D. u coasrt., 2007; Hallet L. u coast., 2011; Evans L.T. coasrt, 2012; Fallah A.
u coanT., 2013).

[Tpu oTCcyTCTBUM MMOKa3aHUI K HEHPOXUPYPTHUECKOMY JICUCHUIO, IIeJIECO00Pa3HO PEIINTh
BOIPOC O BO3MOXKHOCTH TNPHUMEHCHUS CTHUMYJSIMK  Onykaaromiero Hepsa (ypoBeHb
nokazareinproctu Illb - Major P. u coaBr.,, 2008) wiu keroreHHOH JueThl (YPOBEHb
nokazarenpaocta 110 — Kossoff E.H. u coasr., 2009).

3. Koppeknus HapyiieHu 00y4eHus U HOBEJICHUS.

PekoMenayioTcss mpoBeeHUE PEryJISpPHBIX 3aHATHH ¢ Je(PEKTOIIOTOM M IICHXOJIOTOM,
MOCEIIEHUE JOIIKOIbHBIX YUPEKICHUI KOMOMHUPOBAHHOTO WM KOMIEHCHUPYIOIIETO THUIIA
(yposenb nokazarenbaoctu I11b - de Vries P.J., 2010; Hallet L. u coasr., 2011; Kpanuskuu A.N.
u Jlopodeesa M.1O., 2012).

Jloka3aHHBIX  JaHHBIX 00 A((EKTUBHOCTH HOOTPOITHON TEpanmuu OJisi KOppeKyuu
HapyweHuti o0OyyeHus y JeTeil ¢ TyOepo3HBIM CKJIEPO30M, TMOJIYYEHHBIX HAa OCHOBAaHUU
KJIMHUYECKUX HCCIEOBAHNHN, MPOBEICHHBIX B COOTBETCTBUU C MPUHIUIIAMHU JIOKA3aTEeIbHOU
MEIMIIMHBI, HE CYIIECTBYET.

B nurepatype mnpencTaBieHbl HEMHOTOYMCIEHHBIE cBeneHUs 00 dhdexTuBHOCTH
MPUMEHEHHUS SHEPrOTPOMHON TEparuu sl KOPPEKIUU HapyuieHutl oOyyeHus W TIOBEIACHUS Y
JeTell U MOJPOCTKOB, CTPAIAIOIINX TYOEpPO3HBIM CKiepo3oM (ypoBeHb nokaszarenbpHoctu 1D -
benoycosa E.JI. u coast., 2003; HopodeeBa M.IO. u IluBoBapoBa A.M., 2006; KpanuBkux
AWN. wu Jopopeea M.IO., 2012). J[lns KOPPEKUUH, BBIABICHHBIX  HAPYUICHUL
buosHepeemuuecko2o oomMeHa y AeTei ¢ TyOEpO3HBIM CKIEPO30M PEKOMEHAYETCS UCTIOIb30BaTh
KOMITJIEKC METa0OJIMUYECKUX IPErapaTroB, BIUSIONIMX HAa OTACIBbHBIC 3BEHBSI SHEPTEeTHUYECKOTO
oOMeHa. Kommiiekc JOMKEH BKIIOYATh CIEAYIOIIME Kypchl HEOOXOAMMBIX MpemnaparoB: L-
kapuuTuH (B 1o3e 20-50 wmr/kr/cytku), kodu3uM Qi (30-60 mr/kr/cytku) u sHTaBut (10
MI/Kr/CyTkH) B TeueHue aByx mecsies (bemoycora E.JI. u coast., 2003).

Knunnyeckne mnpuszHaku OHEHKM J(PGEKTUBHOCTH JICUEHHUS: YIy4dllIEeHUE OOILIero
CaMOYYBCTBHS, BHHUMAaHHs, TMaMSITH, AMOIMOHAIGHOTO (oHA, WIKOJHHON YCIEBAaEeMOCTH,
MoKa3aTeNnel MCUXUYECKOTO Pa3BUTHS.

buoxumuueckue kputepuu IPPEKTUBHOCTH JIEUSHHS: HOpMaIu3alus ypOBHEH
MOJIOYHOH W THPOBHHOTPAJHON KHCIOT B KPOBH, YIIYUIICHHE IOKa3aTeled TEepeKUCHOTO
OKHCIICHHS JIMIU0B, HOPMaTH3aIns okas3areneid (PepMEeHTHOTO cTaTyca JIUM(OIIUTOB.

Jna xoppexyuu cumnmomos depuyuma eHumanus u eunepakmuenocmu 'y nereit ¢ TC

pexomeHoBaHo mpuMeHeHHe CTparrepsl (ATOMOKCETHHA) B MOAepKuBatomieit goze 1-1,4 mr
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Ha KT Beca B CYTKHM YTPOM HATOIIAK WJIH BO BPEMS /bl — [UTUTENIBHO (IIpU TYOSPO3HOM CKIIEpO3e:
ypoBeHb Joka3atenbHocTd [V— de Vries P.J u coast., 2009; de Vries P.J., 2010). HayanbHas
nmo3a — 0,5 Mr/Ha Kr Beca, MakcuMaJibHas 103a — 1, 8 MI/ Ha Kr Beca.

B mocnemnue romawsl 0ns Hopmanuzayuu cHa TpUMEHsieTCs MenaToHuH (MenakceH),
KoTopelid y OombHBIX TC 3apexkoMeHmoBan ce0si Kak BBICOKOO((EKTUBHBIN W  Oe30macHBIN
npenapar, KOTOpbI HE BCTYIaeT BO B3aMMOJCIHCTBHE C IPYrUMHU Ipenaparamu (ypoBEHb
nokasarenbroctu I1Ib — Asato M.R , Hardan A.Y., 2004). PexoMeHiyeTcsi IpUHUMATH TIperapaT
3a 1 yac 1o cHa, B HayaiabHOH mo03e 1,5-3 mr. Y OoapHbeIX ¢ TC BO3MOMKHO IOCTENEHHOE
yBenaudeHue 1036l 10 12 mr. Kimanueckuit 3pdext oObIYHO BUACH Yepe3 HECKOJBKO JHEH ¢
MOMEHTa Hauaja rpuemMa npenapara. MenaToHUH MOKET IPUMEHSTHCA B TEUCHUE JJIUTEIBHOTO
BPEMEHH, HO MHOTIa TPEOYETCS KOPPEKTUPOBKA JTO3BI.

4, Jleuenue [1aTOJIOI'M1 ITOYCK. [[J'IH JICUCHUA AHTHOMUOJJIHNIIOMBI IIOYKH,

accouuupoBanHoit ¢ TC, He TpeOyromiell HEMEIJIEHHOTO XUPYPrHYECKOrO BMEIIATENIbCTBA, K
MPUMCHCHHUIO PEKOMCHJIOBAH IMaTOTCHETUYECKHI mpernapaT AQUHHUTOP (3Bep0111/1My<:)2 c
ypoBHeM jokazatenbroctu 1 (Bissler J.J. coasr.,2013).

KoHcepBaTuBHOE CHMIITOMAaTUYECKOE JIEUEHUE 3AKIIOYAETCS B IMOCTOSHHOM IIpUEME
TUIOTEH3UBHBIX CpPEACTB (TperaparaMd BbIOOpa SABISAIOTCS HMHTUOMTOPHI aHTHOTEH3MH-
npeppafaromiero Gepmenta - AIID u G610KaTOPBI PEIENTOPOB AHTMOTEH3MHA), TIOCHHAPOMHON
T€panvy XPOHUYECKOW TMOYEYHOW HEJOCTATOYHOCTH, & B JaJbHEUIIEM - XPOHUYECKOM
reMOIMAJIN3€ U TPAHCIJIAHTAIMU TTOYKH.

B  Hacrosmiee BpeMsi  NPUOPUTETHBIMH  SIBIIAIOTCS ~ MEHEE  HHBAa3UBHbBIC
OpPTraHOCOXPAHSIONINE METOMbI, XUPYpPruueckas TaKTHKAa C BBDKUIATEIHHOM MEHSAETCS Ha
YVIPEKIAIOMIYIO: TPUMEHSIOTCS CEJIEKTUBHAsI apTepuagbHas 3MOOIU3alMsl, BBITIOJIHIEMAas MPpU
anruorpaduu, paguodacToTHas WM kpuogecTpykius AMJL DTu MeToapl UMEIOT MEHBIIUI
PUCK OCTOKHEHUH, MaKCHUMAalbHO COXPAaHSIOT (YHKIMOHUPYIOIIYIO TMApEeHXUMY M JaloT
BO3MOKHOCTh TIPEIOTBPAaTUTh KpoBoTedeHHe u3 cocynoB AMJIL. CenexktuBHas >MOo0IM3aIus
MOXET CHATb PHCK KpPOBOTEUYEHUS, CIIOCOOCTBYEeT yMEHbIIEHHI0 pa3mepoB AMII, ee
CKJIEPO3UPOBAHMIO U B JalbHEHIIEeM, MpU HEOOXOAMMOCTH, Ooliee JIETKOMY €€ OMepaTUBHOMY
ynaneHuto. HeqoctaTok CeneKTUBHOM apTepHalbHOM IMOONM3AIMA COCTOMT B BOSHUKHOBEHHE
00JBIIIOTO 00BbeMa HEKPOTHYECKUX Macc, OTKpBITasl omepanusi MPUMEHSETCS B TEX CIydasx,
KOrjJa Jpyrue MEHee HWHBA3WBHBIE METOJbI HE MOTYT OBITh HCIIOJB30BAaHBL: TPH OCTPOM

MaCCMBOM KpPOBOTCUYCHHU, HeKOHTpOHprCMOﬁ apTepMaJleoﬁ TUIICPTCH3UMH, CBSI3aHHOM ¢

2 o o
3apernuctTpupoBaH Ana neveHuns B3pocabix 6onbHbix ¢ AMJ1, accoummnpoBaHHoi ¢ TC, Npu OTCYTCTBMU NOKa3aHWUM K
CPOYHOMY OMepPaTMBHOMY BMELLATENbCTBY. Y AeTel NoKasaH npu coyetaHum AMJ1 n C3rA, accounmnpoBaHHbix ¢ TC.
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HepyHKUMOHUpYIomeld moukod. Ilpu Hammumm B moukax AMIJII ¢ numamerpom 4 cm Oonee,
pexkoMenayercs npoBeaeHue MPT wuccienoBanus kaxaele 6 mecsien, 1 Y3 - kaxasie 3
MecALa ISl UCKIIFOUEHHUs TaJbHENIIEro pocTa OMyXO0JIH U Pa3BUTHUS OCIIOKHEHUH.

5. Jlewenuwe paGaomuom. PaGgomMuombl B paHHEM NEpUOAEC KHU3HU MOTYT

COIIPOBOXKIATHCSA CUMIITOMATUYHBIMU apUTMUSIMH, HauOoJiee TSDKENO MPOTEKAIOUIMMHU B 3TOM
BO3pacTe B CHJIly BO3pacTHOW (U3MOJOTHM  CEepAla: IKEIyJOYKOBOW  TaxXUKapIuew,
CYNpaBEHTPUKYIISPHON Taxukapauedl u cuaapomoM Bonbda-Ilapkuncona-Yaiita (cunapom
WPW). DTH HEOTIOXKHbIE COCTOSHHUS TpPEOYIOT CEpPbEe3HOW MEIMKAMEHTO3HONH KOPPEKIUH
(Ha3HaueHUs AHTHAPUTMUYECKUX IIPENapaToB) B COOTBETCTBUU C IPOTOKOJIOM BEACHHUS
00JBHBIX C TOU maronoruei. B neuenun 3acToiiHON cepiedHON HENOCTATOYHOCTH NPUMEHSIOT
HapsAy C KIAQCCHMYECKHMM  MMOIXOAOM  (JUTOKCHH, MOYETOHHBIE Tpemnaparsl) Oera-
aZpeHo0JI0KaTOPhl, YIYYIIAIOUMe pacciiablieHne MHOKapAa Ha (OHE YpEeKeHHUS pUTMa U
YATUHEHUS AUACTOIbl. Tak Kak 3TH CUMIITOMBI OOBIYHO MOJIBEPTratoOTCcsi 0OpaTHOMY Pa3BUTHUIO Ha
(oHE MPOTHO3UPYEMOTO PeErpecca ONyXoJu, MHTEPBEHLIMOHHOE JICYEHNE OOBIYHO OTKJIAIbIBAIOT.
XUpYpruyeckoe JICUCHUE JETed B 3TOM BO3PACTE MPOBOAUTCA YPE3BBIYAHHO PEIKO, B CIydasx
KPUTHYECKONH OOCTPYKLIMHM WU TpPU KIMHUYECKU TSKENBIX HapyUICHHSX pUTMa cepAla, He
MO/IAI0IINXCS MEIUKAMEHTO3HON KOPPEKIUH.

Ecim  cuMnromatmka HE  HOCHUT — JIpaMaTH4eCKUW  XapakTep W IMOJAAAETCS
MEAMKAMEHTO3HON KOPPEKIMH, TO OOBIYHO MPOMCXOAUT YIIYYILIEHUE COCTOSHUS WJIM IOJIHOE
BOCCTaHOBJICHHE (YHKIIMM cepjia Ha (OHE PErpeccHH OIMYXOJIH U OTHOCUTEIIBHOTO pOCTa
cepaua.

4. Jleuenue anrnoduOpoM jauila peKOMEHAYeTCS HauhHaTh B MOJAPOCTKOBOM BO3pacTe

METOJIOM JIa3ePOTEPAITHH.

XI. AJITOPUTM JENCTBUN

11  Ancopumm oeiicmeuii npu nooo3peHuu Ha myoepo3Hsvlii CK1epo3

JlnarHocTHYeCKUEe TMPOIEIyphl, KOTOPBIC PEKOMEHIYeTCSI  TTPOBOJMTH TUTST
noaTBepkeHus quarnosa TC, a Takke A7 TOJIHOTO MPEJICTABICHHS O CTENIEHU BBIPAKEHHOCTH
3a00JIeBaHUS:

1) [TomHBI OCMOTP KOXXKHBIX TIOKPOBOB - HEOOXOIUM JIUISI BBISIBICHHUS KOMXHBIX
MPU3HAKOB 3a00JIeBaHUs W  JAJIBHEWINEr0 JHHAMHYECKOTO HAOMIOJMCHWS 32  HHUMH.
['MImonurMeHTHBIC MATHA, KaK MPaBUJIO, XOPOIIO BHJIHBI HEBOOPYXCHHBIM TiazoM. OJHAKO B

OTACJIIbHBIX ClIydasaX 3aMCTHUTb HX HCBO3MOKHO. HpI/I MoAO3pCHUN Ha TC AJI1 BU3yaJIu3allun
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TUIIONIMUTMEHTHBIX MATEH PEKOMEHIYETCsl IPHUMEHEHHUeE JlaMibl Byna, KkoTopast U3jIydaeT my4dok
cBeTa JUIMHON BOJHBI 360 HM, CENEKTHUBHO a0COPOMPYIOIIErocsi MEIaHWHOBBIMH KJIETKaMHU
koxxu. [log cBeToM 3TOM JaMITbl 310pOBast KOKa BBITVIAAUT TYCKJION, @ Y4aCTKU KOXH, UMEIOIUe
NeQUINUT MEJTaHUHA, SIPKO CBETATCSL.

2) MPT  romoBHOro Mo3ra — TIO3BOJSIET  BBIIBUTH  TyOepel, COI'A,
CyOdIeHAMMabHbIC Y3JIbl U HApYIIEHUsS B OEJIOM BellecTBE roj0BHOr0 Mo3ra. [lpu nogo3penun
Ha KanpIudukanuo Tyoepos npoBoautcsi KT rosoBHoro mosra.

3) O0I' - o0s3aTesbHO MPOBOAMTCSA NPU HAIMYHUU SMHICHTUYECKUX CYAOPOr Yy
NalMeHTa WIM IpU IpeHaTaIbHOM BBIABICHUU PaOIOMHMOMBI CepAlla Y HOBOPOXIECHHBIX C
LIEJIbI0 HE MPOITYCTUTh SMUJIENTUYECKYIO aKTUBHOCTD; 10 ITOKA3aHUSAM IIPOBOAUTCS MOHUTOPUHT
O0I cua. Ilpu nebrore smuiencuu B Bo3zpacte A0 | roma pekomenmyercs mpoBoauTh ODOI -
BUJICOMOHUTOPHHT.

4) Y3U opranoB OprOLIHOM MOJIOCTU U MOYEK — JUISl UCKIIIOUEHHSI aHTUMHUOJIMIIOM U
MOJIMKUCTO3a TIOYEK, a TAK)KE raMapTOM IMEYEHHU U MOKEIYJOYHON *keye3bl. B COMHUTENbHBIX
caydasx - MPT nouek;

5) OKT u Ox0-KI' - mns oOHapyxeHus pabJoMHOM cepAlla U HapylIeHUH puUTMa
cepna, 00yCIOBICHHBIX UX HAJIMYUEM,

6) Heilipornicuxonoruueckre TeCThl JUIsl OLEHKHM PEYEBOTO M HHTEIEKTYaJIbHOTO
pa3BuUTHS peOEHKa,

7)  MornekynasipHass JMAarHOCTUKA - TEHETHYECKOE TECTUPOBAaHHE IIO3BOJISET
OTpeNIeIUTh KOHKPETHYI0 MYTAallMIO, KOTOpas MpHBeJda K Pa3BUTUIO OOJIE3HH, YTO NOMOIaeT
OTIPENIETTUTh TPOTHO3 TEUCHUsI O0JIE3HU M PUCK pa3BUTHsA BO3MOXKHBIX ocnoxHenuit TC. JIHK-
UCCJIEIOBAaHKE MOATBEPKAAET JUATHO3 «TYOEpO3HOTO CKJIep03a» y MalueHTa U ero poauTeie u
MO3BOJISIET  ONPENENUTh CHOPAJUYECKUH WM HACIEICTBEHHBIM XapakTep 3a00JeBaHMUS.
OnpenenenHas narojoruyeckas Mmyrauus uaeHtudumupyercs y 80-85% mnauuentos. B 15-20%
BCEX CIIy4aeB XapaKTE€pPHbIE MyTallMl MOTYT HE BBISBIATHCS Jake IPU HECOMHEHHOM JUarHo3e
TC (tabn.1 u 2).

Tabnuua 1. I'ens! TyOepo3HOTO CcKIlepo3a: O0IIMe CBEACHUS U CIIEKTP MyTalui

XapaKkTepuCcTHKA TSC1 TSC2
Mecto Ha XpoMocoMe 9934 16p13.3
Pasmep rena 55 kb 44 kb
KonngectBo 5x30HOB 23 (21 xopupyroIIHiA) 42 (41 xopupyronuii)
Pasmep Tpanckpunra 8,6 kb (4,5 kb 3" UTR) 5,4 kb
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bemok

Pasmep Oenka

YacToTa BBISBIIEMOCTH MYyTallul

Pacnonoxenue myraunii

Tun myranuit

T'amapTun

1164 aMHUHOKMCIIOTEI
(130 kD)

12-19%

Ilo Bcemy reny.
HekoTopeie rpynmaMu, HO «TOpSYHX
TOYEK» HET.

WNuaktuBupyromas Myrtanus. Ilourn
BCE HOHCEHC-MyTalUd CO CABUIOM
PaMKH CUUTHIBAHUS.

MyTtanuu caiita crijaiicuHra.

TyGepun

1870 aMHHOKHCIIOT
(180 kD)

65-70%

Ilo Bcemy reny.
Hekoropeie rpymnnamu, HO
«TOPSINX TOYEK» HET.

WHakTuBUpylOme  MyTaluu
BCEX THIIOB, BKJIFOYas OoJbLINe
MHUCCEHC-MYTallUH.

Jeneuun W BHYTPU paMKu

Heckosibko MOBTOPHBIX MyTalui. CUMTBHIBAHUS, TIIPH HAIWYUU
niepecTpoiiku coceqaero PKD1
TeHa.

Heckompko

MyTaLMi.

TIOBTOPHBIX

Tabnuma 2. Cocrosinue npodiaemsl JJHK-nuarnoctuku Ty0Gepo3HOro ckieposa.

I'en % TC, Meton TeCTUPOBAHUSA Yacrora MyTaumi B reHe
00yCJIOBJICHHBIH Cemeiinble Crnopaanyeckue
MYTaIHsIMH B 3TOM cayyan cayyan
rene’
TSC1 ~19% CekBeHUpOBaHHE ~30% ~15%
TTouck menermii /nynﬂHKaum‘/iZ 0 ~0.5%
TSC2 ~60% CekBeHUpOBaHHE 50% ~60%-70%
[ownck nenennii /myTTHKAIIH ~0.5% ~5%

WNHtepnperaiusi pe3yJbTaTOB CEKBEHUPOBAHUS MOXET MPEACTABIATh CEPbE3HBIE
TPYIHOCTH, KOrja OOHapyXuBaroTcs u3MeHeHUs mnocienoBarenbHoctd JIHK, kimHnueckoe
3HA4YECHHE KOTOPBIX HEM3BECTHO. B Takoil cuTyanmu, eciii Mbl HMEEM JIEJI0 CO CIOPAaTUYECKUM
ciydaem, MoxxkeT nomoub aHanu3 JIHK 3mopoBbix pomuteneif. Ecim 310 u3menenue Oynet
OOHapy>Xe€HO y OJIHOTO U3 pPOAWUTENEH, TO MOXKHO JyMaTb, 4TO 3TO MNOIUMOPPHU3M, HE
acCOLMUPOBAaHHBIN ¢ maTtojorueil. Ecim oOHapyX uBaroTCs HM3MEHEHMs IOCIEA0BaTEIbHOCTH
JHK, xnuHuyeckoe 3HaUY€HHME KOTOPBIX HEM3BECTHO B cemeiHoM ciydae TC, HeoOXomaumo
uccnenoBatbh JJHK GoibHBIX M 30pOBBIX POJCTBEHHUKOB, YTO MO3BOJIUT ONPEAETUTh XapaKTep
u3meHenuit JIHK (monmumopdusMm, He accolMMpoBaHHBIN ¢ 3a00J€BaHUEM HIIM MAaTOJIOTHYECKast
MyTalus).

Ecnu xapaktepHble MyTaluu HE OOHApy)KeHbl, a KIMHUYECKHX MpPOsSBICHUIN
HEIOCTaTOYHO JUISI «HECOMHEHHOI0» JIMarHo3a TyOepo3HOro CKJIepo3a, MOKa3aHO eXeroIHOe

JUHaAMHUYCCKOC Ha6J'IIOI[CHI/IC 3a BO3MOXKHBIM IOSBJICHHEM CHMIITOMOB B JaJbHEHUIIIEM (MHOFI/IC

U3 HUX MMEIOT BO3PACT 3aBHCHUMBIN XapakTep). B TO ke BpeMsi HEOOXOAMMO OTMETHUTh, UTO
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orcyrctBue myranmuu B reHax 1SC1l m TSC2 mo pesynmpraraM MyTallMOHHOTO aHalIM3a HE
uckiovaroT Hanuuue TC.

[IpenaranbHas quarnoctuka TC:

. HEMHBA3HMBHAsi — MPOBOJAUTCS ¢ momonibio Y3U mona B onpeesieHHble

CKpUHUHTOBBIC cpoku Ha 10 — 12, 22 — 24, 32 — 34 nenensix OEpeMEHHOCTH;

. WHBa3WBHAsl — BKJIIOYACT B ce0s1 OMOINCUIO BOPCUH XOPUOHA, KOPIOIICHTE3

(MYHKIIMIO BEHBI MTYTIOBUHBI IUI0/1a), aMHUOIIEHTE3 — MYHKIMI0O AMHUOTUYECKOU MOJI0CTH

u J1p.

Ecmn mytamus rena TSC y OOJBHOTO pOAMTENS HW3BECTHA, B TEPBOM TPUMECTPE
acnupanys BOPCHH XOPHUOHA C IOCIEAYIOUIMM MOJIEKYJISPHO-TEHETUUYECKUM HCCIEI0BAHUEM
MPEICTABIISIETCS] HEIUIOXOM aibTrepHaTtuBOr. Eciu 310 He mpencraBiiseTcss BO3MOKHBIM, DX0KI
cepana IMjaoJa U OOHapyKeHHe pa0AOMHUOM MOXXET YTOUHUTh MOpPaKEHUE IIJI0[a, HO
HOpMAaJIbHBIE TMOKA3aHMs ITOTO MCCIETOBAHMS HE HCKII0YalT AuarHo3. Ceepxckopoctas MPT
MOKET OOHApyXWUTh IaTOJIOTHIO B TOJOBHOM MO3re€ IJIoJa paHee 21 Henenu recraluu, HO
HEIOCTaTOYHOCTh M3y4eHUs! 00yCIaBIMBACTCS YYBCTBHUTEIBHOCTHIO U CHEIM(PUIHOCTHIO ITOTO
JTUArHOCTHYECKOT0 TOIX0a.

[IpenaranpHas nuarHoctuka TC mpoBOAUTCS B Cllydasx BBIABICHUS OOJBHBIX (WM
0ECCUMIITOMHBIX/MaJTOCUMIITOMHBIX HOCHTEJICH NMAaTOJIOTHYECKOTO T'eHa) poauteneid. s sToi
uenu BeLiessitoT JJHK u3 geranbHbIX KIIETOK, MMOIyYE€HHBIX C IOMOIIbI0 aMHUOLIEHTE3a 0OBIYHO
Ha 15 — 18 Hexensx recranuu, UM KIeTok xopuoHa (chorionic villus sampling — CVS, anrin.),
nonydeHHbIX Ha 10 — 12 Henene rectanuu. DTO MO3BOJISIET JOKANM30BaTh MyTaluio reHa TSC y

mioaa.

1.2  Anzopumm deiicmeuii npu noomeep icoeHHOM OuazHo3e myoepo3IHo2o cKiepo3a

1. IToxxn3uennoe Ha6J'IIO}IeHI/IC MYHBTHHHCHHHHHHapHOﬁ KOMAaHJbI CIICHUAJINCTOB
(METUIIMHCKUN TEHETUK, HEBPOJIoT, He(poJIor, yposor, OHKOJIOT, MYJIbMOHOJIOT, KapIuoJIOT,
joromen, opTanbMOJIOT, AePEKTONOT, MCUXOJOT, TCUXUATpP, HEUPOXUPYPT, NEPMATONIOr) C
0cOOBIM BHHMaHHEM K JKHU3HEyrpokaromuMm ocnoxkHeHusm TC  (mporpeccupyromias
FHHpOHe(baJ'II/IH, SIUJIEITHYECKUN CTaTyC, Mo4Y€YHaA HEAOCTATOUYHOCTh U KPOBOTCUCHUA B ITOYKH,
AbIXaTeJIbHAs1 He)IOCTaTO‘IHOCTB). Crucok HeO6XO}II/IMBIX CIICIIUAJIMCTOB MOXET MCHATHCIA B
3aBUCHUMOCTH OT BBISIBJICHHBIX CUMITOMOB. Tak, MOSIBICHUE >KETYJOYHO-KUIIEYHBIX CHMIITOMOB

Tpe6yeT KOHCYJIbTalUU I'aCTPOSHTEPOJIOTa U T.I.
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2. OcmoTp u obcneroBaHue (B TOM YUCIIE MOJIEKYISIPHO-TEHETUYECKOE) OMKaUIINX
POJICTBEHHUKOB (pOJUTENECH U CHOCOB).

3. MPT rosoBHOoro mMo3ra B nuHamuke — 1 pa3 B 2-3 roja, e€civ HET NMPHU3HAKOB
COT'A; npu nammuuu COI'A nposeaenue MPT pexkomenayercs 1 pa3 B rom;  mnopu
3a(UKCUPOBAaHHOM pocTe omyxomun — 1 pa3 B 6 MecsueB. llpu BeusiBnienuun COI'A, MPT
UCCIIEIOBaHUE TIPOBOJIUTCS C BBEIEHHEM KOHTPACTHOTO BemiecTBa. TpeboBaHMs K MPOBEICHUIO
MPT-uccaenoBanus: MOIIHOCT, MarHUMTHOTO moiist - He MeHee 1,5 Tecna; obOs3arensHo: T1 u
T2-p3Bemennbie u3obpaxenuss (TBU1, TBU2), nzoOpakeHus MONTyYEHHBIE C IOJaBICHUEM
MPT-curnana ot Bojsi - FLAIR).

Ilocne pocTmxkeHus mnauMeHToM Bo3pacta 30 JeT yrpo3bl pa3BUTHSL OIYXOJU HeE
ormeueHo. Ecnmm B auHamuke no nanHeiM MPT, ormewaercs mnporpeccupoBanue COI'A
(yBenuueHue ee o0bema), AaKe B OTCYTCTBUM CHMIITOMOB BHYTPHUYEPEITHOM THIIEPTCH3UU —
KOHCYJIbTAIlMsI HEHpOXHUpYypra W pelieHre BOMpoca O HEOOXOAUMOCTH HEHpOXUPYPTUUYECKOTO
BMelIaTenabcTBa. [Ipy HEBO3MOKHOCTH IPOBEJACHUS HEHPOXUPYPrUUECKOI0 BMEILIATENbCTBA IIPU
nporpeccupoBanuu COI'A - Ha3HaueHHUE IBEPOIUMYCA.

AnroputM BbIOOpa MEXAYy HEHPOXHPYPrHUECKHM BMEIIATEIHCTBOM M Ha3HAUYCHUE
3BEpOJIMMYca PECTaBICH Ha puc.4.

Puc.4. Aunroputm BbIOOpa MeXAy HEHPOXUPYPrUYECKHMM BMEUIATEIbCTBOM U
Ha3HAa4YCHWEM 3BeposinMyca y manueHToB ¢ COI'A, 00yCIOBIEHHBIX TyOSpPO3HBIM CKIEPO30M

(Moavero R. coasr., 2011; Beaumont T.L.u coasr., 2012; Jozwiak S., u coaBr., 2013).
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CybaneHgMmanksHoe obpasoBaHue,
oTEeMalles paguorpaurdeckMm Kpyutepuam C3ITA

beccMMNTOMHOE TEYEHME CUMNTOMHOE TEYEHME
l Xupyprndeckan
KnuHu4yeckoe tedeHre 1 MPT pesekymna

CrabunbHan PacTtyulan Monuoe Henonuoe
CarA CIrA yaarneH1e yaaneH1e

CrabuneHan Pactywan

XUpyprudeckasn Haﬁﬂm,HEHHh:iPT oCTaTo4YHan OcTarouyHan

KNMAHWYECKDe+
DESEI{LLHH ( } onyxonb onyxonb
W e_—;—ff__—_?
HMHM1bnTOopkRI XWUpyprvdeckan MHr1bwTopkl
mTOR pe3eku A mTOR
4. o 5—nerHero Bo3pacTa marueHTa nokasaso nposeaenue ¥Y3U nmouek 1 pa3 B roj.

Hanee, mpu OTCYTCTBUM MATOJIOTHM B Toukax, Y3W mnpoBomsTcs Kaxiaple 2 roja, a mpu
BBISIBIICHUHA aHTHOMUOJIUIIOM WJIM KUCT - 1 pa3 B roa. B Mexaynaponnoi npaktuke ¥Y3U gacto
samensiercss Ha MPT mouek (1 pa3 B 1-2 roxa). IIpu OpicTpoM pocTe MHOXKecTBeHHBIX AMJI n
MOJIMKUCTO3€ — HEOOXOAUM KOHTPOJbh (yHKIMH mouek, usmepenue AJl. [lpu BwIsBIeHUU
apTepUaTIbHONM TUNEPTOHUM PEKOMEHIOBAH TIOCTOSIHHBIM TPHUEM THUIOTEH3UBHBIX CPEJICTB,
MOCHHJIPOMHAS ~ TEpalii XPOHUYECKOW ITOYEHYHOM HEIOCTATOYHOCTH, a B JallbHEHIIEM -
XPOHUUYECKUI TIeMOAMalIi3 W TpaHCIUIaHTauMu Nouyku. [Ipum pucke pa3BUTHS TOYEHYHOIO
KpOBOTEUEHHs] — OSMOONU3allMs COCYJOB Hauboyiee KpPYMHONW aHTHOWOJOHNOMBL. [lpu

MHOKECTBEHHBIX AHTHOMHOJUIIOMAX W MPOTPECCHPOBAHMM IIporiecca (HapacTaHue oObema

AHTUOMHOJIUIIOM, YBEJIMYEHHE WX 4Yucla — Ha3HadeHue »sBeposumyca (I ypoBeHb
JIOKa3aTeIbHOCTH).
5. VY nereit ¢ mnposBienussmu TC B paHHEM JETCTBE - OIEHKA MO3HABATEIbHBIX

dbyHKui 1 moBeaeHus (B 1 roj, 2 roja, B IOMKOJILHOM Bo3pacte, B 9-12 ner, B 13-16 jer, u Bo
B3pocioM Bospacte). Ilocie MOATBEP)KIACHUS IUArHo3a «TyOepO3HBIH CKIEPO3» B JICTCKOM
BO3pacTe 00s3aTeNICH TTOCTOSTHHBIA KOHTPOJIb 32 HEHPOIICUXOJIOTHYECKUM M MHTEIUICKTYIbHBIM
pa3ButueM pebeHka. [Ipu BBISIBIECHUHN peUYEeBBIX HAPYIICHUH, HAPYIIEHUN MOBEICHUS (CHHIPOM

I[e(bI/II_II/ITa BHHUMAHHUA H I‘I/IHepaKTI/IBHOCTI/I), ayTusMa " yMCTBCHHOﬁ OTCTAJIOCTH IIOKa3aHa
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peabminTanys y CIHEIUATUCTOB, COOTBETCTBYIOUIMX MPOQIII0 BbISIBICHHBIX HapyIICHHI
(Jioromen, mcuxuarp  T.1.).

6. [Ipu  pasBuTUM  HOWJIENCHM B JIIOOOM  BO3pacTe  —  aJIeKBaTHas
AHTURMUJIENTHYECKAs Tepanus, COIJIaCHO MEXIYHapOoJIHbIM cTaHaaprtam. llpu pe3ucTteHTHOM
TE€YEHHUH 3IUJIETICUM CYIIECTBYET BO3MOKHOCTbh PE3EKLMU TyOepa, UMILIAaHTALlUM CTUMYJIATOpPA
onmyxnaromero HepBa u keroreHHoit quetst (Il u Il ypoBHu nokaszarenbroctn). [lpu pa3sutun
MH(AHTWIBHBIX CHAa3MOB IpEnapaToM IEepBOM odepenu BbIOOpa MO KU3HEHHBIM IOKA3aHUSAM
sBisiercst Burabarpud (I ypoBeHb doKasaTeldbHOCTH). Y peOCHKAa MEepBOro Toja JKU3HH C
CUMITOMaMHU TYOEpO3HOr0 CKJIEpO3a, HO HE CTPAAAOILEro SIMUIIEICHEH, jKeIaTelbHO YacToe
nposenenue DO (1 pa3 B 1-2 mecsna) s BO3MOXKHOTO MPOQPIIAKTHYECKOTO HAa3HAYCHUS
aHTHAMMWIIenTHYecKoi Tepanuu (IV ypoBeHb 10Ka3aTeIbHOCTH).

7. Yacroty moBropHbix Ix0-2C u DKI' onpenenser kapauosnor (Puc.5).

Puc.5. Anroputm HaOJOAeHHS JeTel ¢ TOJO3PEHHEM WM TOJITBEPKICHHBIM

TyOEpO3HBIM CKJIEPO30M.

PyruHHasi npeHaTanbHAas AUATHOCTUKA (21-22 Hepesst recTanumn)

IIpu BeIsIBIEHUU onyxonu - ¥Y3U-cepaua moga 1 pas B 2-4 nenenu!

KoHntpoib cepaednoro putMma (BbIsIBICHUE apUTMHUH, OJIOKAbI, TAXUKAPIIH)

Oxokapauorpadgusi B TEpUOJEC HOBOPOXKISCHHOCTH (+ BECh KOMIUICKC HCCIICIOBAHUN st

Bepu(DHKaAIIMN TUATHO3a)

beccumnmomnasn paboomuoma: Cumnmomnasn padoomuoma:

OKI - 1 pa3 Broxg OKI -1 pa3 Broxg

9x0-KI" - 110 11oxka3za"usm 9x0-KI" - 1 pa3 B Oz

9x0-KI' B 7 u 12-13ner XO0ATEpOBCKOE MOHUTOPUPOBaHUE - | pa3 B rofg

VY He3HauMTeNbHOW YacTH TAIlMEeHTOB HeoOxomumo mposeaeHune MPT uccnemoBanus
cepaua. [Io noka3aHusM MPOBOAUTCS Ha3HAYEHUE AHTUAPUTMUUYECKUX IPENAPATOB U KOPPEKLUs
CEepAEYHON HEOCTATOYHOCTH.

8. B nmpucyTcTBUM CUMNITOMOB JIbIXaTENbHBIX HapYILIEHUH i uckiatodeHus JIAM
(mum¢anruoneiiomnomaroza Jierkux), nokaszaHo mnposeaeHue KT Bbicokoro paspenieHus
(KTBP). ¥V B3pochbpIX NanuMeHTOB B JAMATHOCTUKE TAK)KE MCIOJIB3YETCS OWOICHS JIETKUX M
AKCTPAMYIbMOHAIBHBIX JUM$aTHuecKux Yy370B. Crenuduyeckoro JeueHus He CYIIECTBYeET.

Ectp ornenvHble knuHuyeckue HabmogeHus (IV ypoBeHb mokazarenpHOCTH — Sampson J.R.,
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2009; Bissler JJ. u coast., 2013), cBuuerenbcTBytomue 00 3((EKTHBHOCTH MPUMEHEHHS

9BCpOIMMYyCa y HaHHOﬁ KaTCropru nanucHTOB.
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