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I. BBEJIEHUWE

JlanHbIlE pEeKOMEHJAIMKM MpeACTaBIsAoT coboit  IIpoTrokonm BeaeHuWs  OONBHBIX
TyOepo3HbIM ckiiepo3oM (TC) u BKIIOYAIOT KPUTEPUU JAUATHOCTUKUA M BOIPOCHI MPO(UIAKTHKH
TC, B TOM unciie TpEeHATAIbHYIO IUATHOCTHKY, a TAK)KE€ COBPEMEHHBIE BO3MOXKHOCTH TE€panuu
3TOr0 3a00JIeBaHUS. IIpuBeneHbl [aHHbIE KIMHUYECKUX MCCIEIOBAHUW, C YPOBHEM
JI0Ka3aTeJIbHOCTH.

[IpenHasHaueHsl Uisl Bpayeil-HEBPOJIOTOB, AMMJIEHTOJOIOB, IEAUATPOB, MEAUIIMHCKUX
TE€HETUKOB, HEUPOXUPYProB, YypOJOroB, HEPPOIOroB, OQTAIbMOJIOIOB, OPraHU3aTOPOB
3/IpaBOOXPAHEHUS, U APYTUX CHEIHUAINCTOB, BOBJICUCHHBIX B TUATHOCTUKY U JIEYCHHE OOJbHBIX

JTAHHOM KaTE€rOpHH.

Il. OIIPEAEJIEHUE

TyOepo3Hblil ckilepo3 - 3TO FeHETUYECKU JAETEPMUHUPOBAHHOE 3a00JIeBaHUE U3 IPYIIIIBI
(¢akoMaTo30B, € IIUPOKUM CIEKTPOM KJIMHMYECKUX TPOSBICHHUM, COIPOBOKIAIOLIEECS
Pa3BUTHEM MHOXXECTBEHHBIX I00pPOKAaYECTBEHHBIX OIyX0JIeH (raMapToM) B pa3jIM4HbIX OpraHax,
BKJIIOYasl TOJIOBHOM MO3T, I'J1a3a, KOXY, Cep/Le, NOUKHU, [IeUYEHb, JIETKUE, JKeITy109HO-KUILIECUHbIH
TPAKT, S3HJOKPUHHYIO U KOCTHYIO CUCTEMBI.

Onyxonu, TOCTENEHHO MpOrpeccupys W YBEIWYHMBAsCh B pa3Mepax, HapylaroT
(GyHKIIMM OpraHoB, WHOTJAa MNPUBOAS K (aTagbHbIM MOCIHEACTBUSIM. OTO — XPOHUYECKOE
nporpeccupylomiee KHU3Heyrpoxaromiee 3a00jeBaHHE, KOTOpOE€ INPUBOJUT K COKPAIIECHUIO
IPOJOJDKUTEIBLHOCTH )KU3HU U NHBAJIUAU3ALMY TAIUEHTOB.

TyOepo3Hblil ckiIepo3 — XPOHMUYECKOE Iporpeccupyroniee 3abojieBaHUE, KOTOpOE

MPUBOJUT K COKPAIICHUIO TPOAOJIKUTCIIBHOCTU )KU3HU U MHBAJIUU3Al[UX TAIUCHTOB.



I1l. COKPAILIEHW A
MTOR (cokp. or amrm. mammalian Target of Rapamycin Complex 1) — wmwumicHb
panaMuIHa MIIEKOMUTAromuX 1 (sABIseTcs KUHA30HM, y4yacTBYIOIIEH B mposnpepanud u

MUTpalliy HEMPOHOB, POCTE KJIIETOK U AHTMOTE€HE3E)

TSC1 — ren TyOepo3Hblii ckiiepo3 1 Tumna

TSC2 — ren TyOepo3HbIi CKIepo3 2 TUTa

PKD1 — reH noJukucTo3a MoYeK MepBoro TUIa

AnAT - anmannHamMuHOTpaHchepasa

AMIJI — anruomuonunoma

AcAT - acnapratamuHoTpaHcdepasa

BOM — Buneo-091 -mouutopupoBanue (AnuTenbHas 3anuch D31 ¢ Buaeo-HaOI0JeHUEM)
['AMK — ramma-aMuHOMACIISIHAsI KUCTIOTa

KT — xommbrotrepHas Tomorpadus

KTBP - komnbrorepHas Tomorpadusi BBICOKOTO pa3perieHus
JIAM — numdaHTHOIEHOMHUOMATO3 JISTKUX

MPT — mMarHuTHO-pe30HaHCHas ToMorpapus

[19T — no3UTPOHHO-3MHUCCUOHHAs TOMOTrpadust

CMX — crIMHHO-MO3Tr0Bast )KUIKOCTh

COTI'A — cybOonieHIMManbHas TUTAaHTOKJIETOYHASI aCTPOLIUTOMA
CDY — cybsnenauManbHbIN y3ei

TC — TyOepo3Hblii ckiepo3

V3U — ynbTpa3ByKOBOE UCCIIEIOBAHNE

ITHC — ueHtpanbHas HEpBHAsI CUCTEMA

OKT - anexTpokapauorpadus

9x0-KI" — sxokapaunorpadus

30T — snexTposHuedanorpadus



IV.MKb HIM®PbI MKB5 10
Q85.1 Opoda xox: ORPHAS805. MIM 19100, 613254.

V. OTUOJIOT'UA

TyOepo3Hblii  CkIepo3 — ayTOCOMHO-JOMHUHAHTHOE T'€HETHYECKH TI'eTepOTreHHOE
3a00JIeBaHUE C HEMOJHOM MEeHETPAaHTHOCTHIO, BApHAOEIbHON JKCIIEPCCUBHOCTHIO M BBICOKOU
4aCTOTOH BO3HMKHOBEHHUS HOBBIX (CIIOHTAHHBIX) MyTalWi, KOTOpble OOHapyKuBaroTcs B 68%
BCEX Clly4aeB, AeOroTUpyromux B panHem Bospacte (Fleury P..et al.,1980; Hunt A., Lindenbaum
R., 1984; Ahlsen J., 1994). [Ipubnusurensao ot 10 mo 30% ciay4aeB TyOEpO3HOTO CKJepo3a
o0ycnoBnero myranusmu B reae TSC1 (OMIM 605284) (tybepo3susiii ckiiepo3 1 tuma, OMIM
#191100), nokanu3oBaHHOTO Ha 9 xpomocome B paiioHe 9034, KOTOpBIA KOAMPYET OEIIOK
ramaptud. OcrajbHble ciydan Oone3HH oOycioBieHbl MyTtanusmu B rene 1SC2 (OMIM
191092) (tybepo3nsiii ckiepos 2 turna — OMIM #613254), nokanuzoBanHoro Ha 16 xpomocome
B paiione 16pl3 wu kommpyromero Oemokx TyOepuH. s remoB TC xapakTepHa BBICOKAS
nenerpanTHocTh (10 100%) u BapuaOenbHash IKCIPECCHBHOCTB, MPOCICKUBAMOIIASACS PH
CeMEHHBIX clyyasx 3a0oJjieBaHMs, KOTJa Y POJCTBEHHMKOB C OJHOM M TOH ke ceMeiHOH

JOMMHAHTHOM MyTallMeld MOKET pa3InyaThCs TSHKECTh 3a00IeBaHUS.

VI. ITATOI'EHE3

I'enet TSC1 u TSC2 B HOpMe SBISIOTCS €CTECTBEHHBIMH T'€HaMHU-CYIPECCOpaMu
oryxoJieBoro pocta. benkosie npoayktel reHoB TSCL u TSC2, ramaptun u Ty0epuH, 00pa3yroT
reTepoarMep, COCOOHBI HHIHOUPOBATH OmocpenoBanHbIi komrmiekcom MTORCI (mammalian
Target of Rapamycin Complex 1) curnanbHbIil Kackaji.

Mexanusm natoreneza TC cocrout B myrtanusx B reHax TCS1 u TSC2 ¢ motepeit ux
(GYHKLIUU U CBSI3aHHOM ¢ MyTallUsIMH MaTOJOTHYecKoi akTuBaruu kuHa3sl MTOR. B pesynbrare
NPOUCXOMUT aKkTuBaus myTH curHaneHol mepenaun PI3K/Akt/mTOR. Jlanubiii kackan
SIBIISIETCS KITIOYEBBIM PETYISATOPOM pocTa u mponudepannn kiaetok. OH akTUBUPYETCS B OTBET

Ha TOCTYIIICHUC NHUTATCIIbHBIX BCHICCTB H q)aKTOpOB pocCTa, peryiupyda psana KICTOYHBIX
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GyHKUMH, TaKuX Kak TPaHCIALMS, TPAaHCKpUNIMs W ayrodarus. [umepakTuBanus Kackajaa
MTORCI, Bemymas K yCHJICHHIO KICTOYHOH mpoiudepanny, CUYUTAETCS BaXKHBIM 3BEHOM
350KavyecTBeHHOM TpaHchopmamuu (puc 1). B kimerkax ¢ myramueit TSCLl u TSC2 nmanubii
CUTHAJIBHBIA IyTh MOCTOSHHO «BKIIOYEH». OJTOT IYTh CHTHAJIBHOM TPAHCAYKIIMH SIBISETCS
kaoueBbiM 3BeHOM matorene3a TC. Omna u3 myrammii TSC1 u TSC2 coxepxurcs BO Bcex

KJICTKaX OpraHu3Mma. B KIICTKC-POAOHAYAIIBHHUIIC OITYXOJICBOI'O KJIOHA NPOUCXOAUT MHAKTUBAIIHUA

BTOPOT'0, HE3aTPOHYTOI'0 HACJIEICTBEHHOW MyTalMeH, ajlIes.
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Pucynok 1. [Tarorenes Tybepo3HOro ckiieposa

VIl.  KITACCUOUKALIMA TYBEPO3HOI'O CKJIEPO3A.

Breigenstor TyOepo3Hblii ckiiepo3 1-ro Tuma, oOycioBieHHbIH myTtanued rena 1SC1 u
TyOepO3HBIN CKJIepo3 2-TO TUMa, 00yCIIOBICHHBIN MyTammei reHa 1SC2. Cumraercs, 4To Yy
nanenToB ¢ wmyramued TSC1  3aboneBanme Teuer wsarde. Myramuu B rene 1SC2
ACCOIIMMPOBAHEI ¢ O0JIee TSHKENBIMH C KIIMHUYECKON TOUKH 3PSHHUS CITydasiMu OOJIC3HU.

®dakTopbI pUCKa OTCYTCTBYIOT, TaK Kak 3a00JIeBaHUE TeHETHYECKOE (MHOTOTEHHOE).

Yacrora TC B nomyJssiiuu coctasisiet 1:10000 (y noBopoxaeHHbix — 1:6000). PacuerHoe
ymciio 601bHBIX TC B Poccuiickoit @enepaunu okoino 7 000 yenosek, nosromy TC oTHOCHUTCS K

peaxuM (opdaHHBIM) 320071€BaHUSM.

VIll. IUATHOCTHUKA

JIMarHOCTHKa OCHOBBIBAETCS HA COYETAHWU KIMHUYECKUX CHMIITOMOB WM CHMIITOMOB,
BBISIBJISIEMBIX IIPU JOIOJHUTENBHOM JaboparopHoM obOcienoBanuu. @enorun nauueHta ¢ TC
3aBUCUT OT 4HWCIA, JIOKAJU3alMM W pa3Mepa ramaptoM. BospacT mauueHTa Takxke HUrpaer
BO)XHYIO POJb, T.K. pa3Hbleé CUMOTOMBI OOJIE3HH MPOSBISAIOTCS B pa3iMyHbIE BO3PACTHBIE
nepuoiel. bombinoe KonmuyecTBo KIMHUUECKUX mpu3HakoB TC, BapraOenbHOCTh (PEHOTHIIA, TOT
¢axT, uTo MaHU(ecTaIMs MPU3HAKOB 3aBUCHT OT BO3pacTa MalMeHTa, 3aTPYAHSIIOT TUAarHOCTUKY
3a00JIeBaHMUA.

Hecomuennwiii ouacno3 TyOepO3HOTO CKJepo3a YCTAHABIMBAETCS Ha OCHOBAHUU
HaIU4us 2 NepBUYHBIX MPU3HAKOB WK | MEPBUYHOTO U 2 BTOPUYHBIX MPU3HAKOB; 603MOMCHbLI
OuazHe3 — HAa OCHOBAaHUM Hannuus | mepBUYHOro mnpu3Haka uiau 2 (u Oojee) BTOPUUHBIX
npusHakoB. Hipbke mpuBeneHbl mepBuuHble W BTopuuHble mnpusHaku (2012 TSC Clinical
Consensus Conference).

[MontBepknennass marorenHas wmyrtamus 1SCl wmmu TSC2 sBisieTcsl TIIaBHEWITUM

KpUTEpPHUEM, JOCTATOYHBIM JIJIS IOCTAHOBKH JIMAarHO3a «TYOEPO3HBINA CKIEPO3).

Ilepeuunvie (6onrvuiue) npuznaku:

. aHrno(puOpomsl nuna (He MeHee Tpex) Win GUOpo3HbIe OISAIIKK Ha JIOY;
o THITOTIMTMEHTHBIC MATHA (HE MEHEe TPEX U HEe MEHEee 5 MM B JHaMeTpe);
. HETpaBMaTUYECKHE OKOJIOHOTTEBBIE (GUOPOMEI (HE MEHEE JIBYX);

. YYaCTOK «IIarpEHEBON KOXKNY;



. MHO>KECTBEHHBIC TaMapTOMBbI CETYATKH;
o KOPKOBBIC HCIIa3UM (HE MEHee TpeX): KOPKOBbIe TyOepbl M MUTPAI[MOHHBIC

TPaKThI B oeoM BCIICCTBE 'OJIOBHOI'O MO3Ta,

. CyOdTIeHIUMATIbHBIC Y3JIbI (HE MEHEE JIBYX);

. CcyOdTIeHIMMalbHas TUTAaHTOKIIETOYHASI aCTPOIIUTOMA;

J pab1IOMHUOMBI Cep/Ilia MHOKECTBEHHBIE HJIU OJAMHOYHBIE;

J TuMbaHTHOIeHOMUOMATO3 JIETKHX;

J MHO>KE€CTBEHHBIE aHTHOMHUOJIUIIOMBI TIOYEK (HE MEHEe ABYX).

Bmopuunsie (manwvie) npusnaxu:

. MHOTOYHUCJICHHBIC YTIyOJIeHUsI B SMaid 3y00B (HE MEHEe Tpex);
. ¢bubpombl B IOJIOCTU pTa (HE MEHEE ABYX);

o ramMapToMbl BHYTPEHHUX OPT'aHOB;

o aXpOMAaTHUYECKUH YI9aCTOK CETYaTON 00O0JIOUKH TJ1a3a;

o ISTHA «KOH(PETTH» HA KOXKE;

. MHOKECTBEHHBIE KUCTBI TIOYEK.

Jlanee mpencTaBieHa YacTOTa BCTPEYAEMOCTH KiIuMHUYeckux cumnromoB TC B
MOMYJISIIIMY, a TAKXKE BO3pACT MaHHU(ecTaluu OTACIbHBIX CUMITOMOB (Ta0:1.1)

* Tunomurmentrsie msTHa — 90%

*  Aunruodubpomsl muna — 47-90%

*  OxkonoHorrteBbie (pudpomsl — 19-52%

*  ®ubposusle OssKy, Markue Gudpomsr — 30%

*  Y4YacTKu «ImarpeHeBoi Koxm» - 21-68%

* PaGnomuomsr cepana - 20-60%

*  MHOXeCTBEHHBIE KUCTHI ouek - 18-35%, anrnoMuoaunomsl mouek - 48-67%, KUCTel u
AHTMOMHUOIUTIOMBI ToYeK - 9-17%

* Jlumdanruoneriomrnomaro3s jerkux - 1% (84% - sxeHIIMHBI)

* T'amapTomsl ceT4aToil 000JI0OUKH WM AUCKA 3pUTEIBHOTO HepBa - 50%

* T'amapromsl neuenu - 25%

*  PexranbHbIe OHIIH - 78%

* Ckenet (0cTeONeHHs, KUCTHI, 04aru ckieposa) - 45 - 66%
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Tabnuma 1. Bo3pact maHudecTanuy CMMITOMOB TyOE€pPO3HOTO CKIIEpO3a.

Bo3spact

[Tpuznak/Cumnrom

C 20 uegenu

Pabnomuoma cepaia

OEpEeMEHHOCTH 10
POXKICHHUS

CyOsneHauManbsHbIe Y371b1/0IyX0JIA MO3Ta
MHOXeCTBEHHBIE KHCTBI IIOYEK

Cunapom WPW

®ubpo3HbIe OIAMKH HA 0y
OnuaenTUYecKre NPUCTYIHI in utero

IlepunaTanbHbINA IEPUOL

[Tepuon @DoKaJIbHBIE ANUJICITHYECKUE TPUCTYIIBI c/6e3 BTOPUYHOU
HOBOPOXICHHOCTH reHepain3auu
Ho 1 rona NudanTunpabie cria3mbl/cuHapoM Becra
I'unonurMeHTHBIC MATHA HA KOXKE
3afepKKa MCUXOMOTOPHOTO Pa3BUTHUS
I"amapToMbl ceTyaToit 000JIOUKH Ti1a3
o 5 ner Cunapowm Jlennokca-I"acto
AyTHu3M, HapyIIeHus 00y4eHUs
AHrnohuOpoMbI JHIa
6-12 et VMCTBEHHAS OTCTANOCTh, TSHKEI0S TCUCHUE DITUIICIICUT
Cy0sneniuMalbHbIe Y371bl, THTAHTOKIIETOYHAS aCTPOIIMTOMA
B3pocasie HopMmanpHOe yMCTBEHHOE pa3BUTHE, €CIIM HE OBLIO SITUJICTICHH

AHrMOMMONUIIOMBI  NOYEK  (OCIOXHEHUS — TeMaTypus U
KpOBOTEUYEHHUS)

JIumpanruoneioMnomMaro3 JIerkux, MHEBMOTOPAKC, AbIXaTelIbHas
HEI0CTaTOYHOCTh

OxonoHorteBbie HUOPOMBI

Huxe nana xapakrepucTHKa OTAENbHBIX KIMHUYECKHX CUMITOMOB (OHU CIPYNIHPOBAHbI
B 3aBHCHMOCTH OT MOPa)KEHHUS Pa3HbIX CUCTEM OpraHU3Ma):

1. [Hopaxkenue ueHTpaibHoi HepBHOU cucteMsl (LIHC)

1.1.7v6epwr BcTpeuatorcss y 95-100 % OGompHbIx TC. IlpeacraBisitor co0oil ydacTKH
(doxanbHOM KOPKOBOM AMCIIIa3UM CO CHUXKEHHBIM uucioM ['AMK- spruueckux HeHpoHOB U
XapaKTEepPU3YIOTCA TMOTEPEeH KIACCHUEeCKOW 6-CIIOWHOW ITUTOAPXUTEKTYphl KOpbl Mo3ra. OHH
€AVHUYHBbIE NI MHOXECTBEHHBIE, Pa3MEPOM OT HECKOJIBKHX MWUIMMETPOB 10 HECKOJIBKHX
CaHTHMETPOB, PACIIONATraloTCs HaJl €IMHUYHOW MIIM HECKOJIBKUMH MPHIETaloNMMH 00pOo3/1aMH.
B 54% cnyuaeB TyOepnl kanpuuduuupoBanbsl. CymiecTByeT Tomorpadudeckas CBs3b MEXIY
HanmuuueM Qokyca Ha D3I m Tybepom, BbisiBIeHHbIM npu MPT wuccnenoBanuu. Ilpuctymbt
MOTYT HCXOJIUTh M3 HOPMaJbHOM  KOpBI, OKpyKaromel TyOep, KOTopas SBISETCS 30HOM
«11epeBO30YXKIEHHBIX» HEUPOHOB. TyOep MOXKeT ObITh «HEMBIMY - HEANUIIEITOT€HHBIM.

1.2. Cybonenoumanvnvie yznor (COY) Berpeuatores y 95-98 % OompHbIx TC.. OHHM
MHOKECTBEHHBIE, pazMepoM 2-10 MM, JIOKanM3ylOTCSI B CTEHKaX OOKOBBIX JKEITYIOYKOB,
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YaCTUYHO WJIM TOJHOCTHIO KambIU(UIUPOBaHbl, OeccuMmnToMHBIe. CylIecTByeT mpsMas
3aBUCHUMOCTh MEXIYy TsKeCThio oruiencuu npu TC W 4YHUCIOM KOPKOBBIX TyOepoB U
CcyOdmeHIMMaNbHBIX  y3710B. Ymcimo TyOepoB (8 um Oosiee) sBIsAOTCS  (PaKTOpOM pHCKa
MaHU(eCTAINH SMUJICTICUU B TIEPBBIE IBA 0J1a )KU3HU.

1.3. Tlopaxenume O€JIOTO BEIIECTBA TOJIOBHOTO MO3Ta, PAOUAIbHbIE MUSPAYUOHHBIE
mpakmsl, Berpevatotrest  y  30-95%  Oompabix  TC. IlpencraBnstor co0oil  rpymiisl
TreTepOTONUYECKUX KIACTEPHBIX KIETOK, COCIUHSIOT MEHANMY CTEHOK YKEIyI0YKOB U TyOepsl,
COOTBETCTBYIOT MUTPAI[MOHHBIM IMYTSIM CHOHTHO0JAcTOB BO BpeMsl SMOpHOreHesa, SBISIOTCS
SMUJIENITOT€HHBIMH 30HAMHU.

1.4. Cybsnenoumanvusie cucanmoxiemounvie acmpoyumomvr (COI'A) BcTpedaroTcst ¢
gactotoir 5-20%. COI'A — onyxonbs y 0onpHBIX ¢ TC, pacronoxenHas y oTBepctus MoHpo,
Oosee 5 MM B AMaMeETpe, C OATBEPKICHHBIM POCTOM, HaKaIlJIMBAIOIIasi KOHTPACTHBIN Mpenapat
(Consensus Meeting for SEGA and Epilepsy Management. 12 March 2012, Rome, Italy).

COI'A mpexacraBisier coO0W MEIJICHHOPACTYIYIO TIMOHEHPOHAIBHYIO OIyXOJb, HE
CIIOCOOHYIO K CIIOHTaHHOW perpeccuu. PocT omyxonum CBsS3aH C PUCKOM pPa3BHTHS OCTPOU
ruapouedanuu, mociaeCTBUs KOTOPO MOTYT OBITH (DaTaibHBIMHU.

Xapakrepuctuka COI'A:

e yame HaOmonatorcs npu 1SC2, yem nipu TSCL;

e OOBIYHO TIOSBIIAIOTCS B Bo3pacte 4-10 jeT, HO MHOT/Ia BHISBIISIOTCS aHTEHATAJILHO WU B
MEepUOJ HOBOPOXKIEHHOCTH;

® TIPEUMYILECTBEHHO PAcIoiaraloTcs y oTBepcTHsi MOHpO (peaKo — B 3aJHUX OTAEeIax Tela
OOKOBBIX JKEITY0YKOB, Y BUCOYHBIX POTOB, B 3 U 4-0M KeITyJ0UKax);

e Ttpanchopmanus COY B COI'A yaimie Bcero MpOUCXOAMT B TEPBBIC JBA JECATHICTHUS
JKU3HU, MUK - TPUXOIUTCS Ha MyOepTaTHBIN mepuo, TpaHchopMalvs MaJoBEpOsiTHA C
KOHI[A TPETHETO JCCATUIICTHS KU3HU;

e (DY ckopee tpanchopmupyercs B COI'A, ecnu oH: B aumamerpe Oomee 5 MM, HE
MOJTHOCTBIO KAJILIIMHUPOBAH, PACIOJIOXKEH y OTBepCTUsSs MOHPO WM HaKaIIUBaeT
KOHTPACTHOE BEIECTBO

® OIyXOJH KPYIJIbie WJIA OBaJbHBIC, B OOJBITMHCTBE CIIy9acB HE WHQUIBTPUPYIOT
BEIIIECTBO MO3T'a; Y TPETH MAIIUEHTOB MHOXECTBCHHBIE;

® OIyxoJin HO6pOKa‘-IeCTBeHHBIe " HC MEPCPOKIAIOTCA B 3IOKAYCCTBCHHBIC,
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e 1pu yBenudyeHUH auamerpa 10 10 MM u Gosiee, OMyXOJdu MOTYT HapyllaTh HUPKYISIIHIO

cnuHHOMO3roBo# kuakocT (CMJXK) u mpuBeCTH K MPOTPECCUPYIONMIEMY YBEIUYCHHIO

pa3sMEpoB OOKOBBIX JKCJIIYJOYKOB U IMMOBBIICHHUIO BHYTPUUYCPCIIHOI'O JABJICHUSA

e (CDVY u COT'A rucToiaorudyecky OgHOPOIHBI.

Paznnuns mexny COY u COI'A npuBesneHs! B Tabnuue 2.

Tabmuua 2. Knuandeckue u panuorpadudeckue auddepeHnnanbHo-11arHoCTUIECKUe

kputepun COI'A u COY.
Kpurepunit Chy COT'A
Knunnueckue npuzHaku u beccummromHOE Teuenne IloBbrmienue

CHUMIITOMBI

BHYTPUUYEPEITHOTO JaBICHUS
VXyaueHue TeueHus
SMUJIETICUU (YacToTa U
BBIPAXEHHOCTh CYJJOPOKHBIX
MPUCTYIIOB)

@DoKanbHbIE HEBPOJIOTUYECKHE
CUMIITOMBI

Hapymenue 3penus
AKUeHTyanu3anus
KOTHUTUBHBIX HAPYIICHUH U
pPacCTpONCTB MOBECHUS

Bo3pact Ha MOMEHT
YCTaHOBJICHHS IMarHo3a

beccummnitomHoe Teuenue

Kpaitne penko BbISABISIOTCS B
BO3pacTe crapiie 21 roga

KT

[ToBpIlIEHHAS MIIOTHOCTH
Yacro — naTojorudeckast
KaJbUU(UKaLus

H30nmn0THOCTE MK
HECKOJIBKO MTOBBILICHHAS
IJIOTHOCTD

Penxo — «ronkas»
KaJIbIU(UKaLIHS

MPT

BapuabenbHblii curnai,
3aBUCSIIUN OT BPEMEHH

[ 'MmmonHTEHCUBHEBIN CUTHAJ B
Tl

penakcanu I'unonHTEeHCUBHBIN CUTHAN B
HexoTtopoe ycunenue npu T2
KOHTPAaCTHUPOBAHUU 3HayMMoe yCUJICHHE IIPU
KOHTPAaCTHPOBAHUHU
Poct nipu cepuiiHbIx OtcyrcTBYyeT 3-4 MM B rOIT
UCCIIEIOBAaHMSIX
JnameTtp Ho SmMm bonee 5 mm
CocrosiHre O0KOBBIX HopmansHoe YacTo — runponedanus
HKEITYT0UKOB
[TpeumymiecTBeHHOE B nmr06om MecTe B cTeHKax OtBepctue Monpo
pacnoIoKeHue OOKOBBIX KEJYI0UYKOB

PaHHfIfI, J0 TIIOABJICHHUSA KIMHHUYCCKUX CHUMIITOMOB,

muarHoctnka COI'A BaxkHa,

IMMOCKOJIBKY TO3BOJISICT BBIIIOJIHUTH IIOJHOC YAAJICHUC OIYXOJU [J0 IIOABJIICHUA IIPU3HAKOB
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MOBBIIICHUS] BHYTPUYEPEITHOTO JaBJICHHUS W CHHU3UTh HMHTPAOIEPALMOHHYIO JIETAILHOCTh M
YaCTOTY MOCTICONEPATMOHHBIX OCIIOKHEHHH.

1.4. Cumnmomamuueckas snunencus B TeUEHUE XU3HU HaOmogaroTes y 92% OoabHBIX
TC. V 63% OO0NbHBIX OSHWIECNTUYECKUE MPUCTYNbl TMOSBISIOTCS HAa MEPBOM TOAY JKU3HU.
WNudantuipable cna3Mbl (OTHOCATCSA K «KaTacTpoduyeckuM (Gopmam» SIUICTICHH, TPUBOII K
MHBAJIMAM3ALMN TAIUEHTOB) peructpupytoress y 38% OompHbix TC, ¢ mukom aebiota B 3-5
MmecsneB. @DokanbHblE MPHUCTYNbl MPEINIECTBYIOT, CONYTCTBYIOT W/WIM  CIEAYIOT 3a
uH(paHTWIbHBIME criazMaMu. [locne mepBoro mpuctyma, snuierncus pasBuBaercs B 100 %
ClIy4aeB. DNUJIENTHYECKUE MPUCTYIBI PE3UCTEHTHBI K aHTHAMUICHTUYECKON Tepanuu y TPeTu
6ompHbIX TC. Dnuiencust NPUBOIUT K HAPYIICHUIO MTO3HABATEIbHBIX U COLMAIBHBIX (DYHKITHIA,
CIEIJICHa C HapyIICHUSMH HWHTEIUIEKTa, CIYXOBOM W 3PUTEIBHOW NaMATH, BHHUMAaHUS, C
TPYOHOCTSMU OOyueHus (YTeHHUs, NHUCbMa, apu(METUYECKUX JEHCTBHI), K  >KECTKUM
COLIMATILHBIM OTPAHUYCHUSIM.

1.5. Hapywenue o6yuenus Bcrpedarorces y 50% O6ompHBIX TC (y 30% rirybokas wu
BBIPQKEHHAs] CTETEHb YMCTBEHHOH OTCTAJOCTH, pa3BUBAETCS y MAIMEHTOB C JEO0I0TOM
SMUJIETICUM Ha TMepBOM roay wusHu). Yem pasbiie aebrotupyer TC, 3axBarbiBasi MepHoj OT
MEPBBIX MECSIEB *KU3HU M0 1,5 ner, Tem rpydee yMCTBEHHOE HEIOPA3BUTHE COOTHOCHTCS C
KOMOPOUIHOCTBIO 3a00NIeBaHUA C KPUTUYECKHM MEPUOJIOM HEHPOOHTOTeHE3a, SBICHUSMHU
¢usnonorunueckoro  amonro3a. CoderaHWe CHMIOTOMOB  HEOOPa3BUTHS W pacmaja
NpUOOPETEHHBIX HABBIKOB, 3HAHMH CO3/MaeT CIOXKHYIO KapTHHY YMCTBEHHOro naedekra. B
OonbMHCTBE HaOmoaeHui y neteil ¢ TC ecTh moHMMaHue oOpaleHust K HUM IPOCTOM peun u
COXPaHHOCTh AKCIPECCHUBHON peur ¢ TPYOBIMH arpaMMaTH3MaMH, KOCHOSI3BIYMEM, OCTHOCTHIO
cioBapHoro 3amaca. CTpafaroT IesieHanpaBieHHas JesTeIbHOCTh, NMCUXUYeCKas aKTHBHOCTb,
o0y /IeHUs, CHIDKEHBI IaMsITh U BHUMaHHe. B ciyyasx BeIpakKeHHOMN 3a/1€p’KKH YMCTBEHHOT'O
pa3BUTHSL, KOMMYHHKATUBHOCTb y 60sbHBIX ¢ TC yTpaunBaercs.

1.6. Hapywenus nogedenus - aytu3m (BOZHUKAET MOciie MH(DAHTUIBHBIX crla3MoB Yy 45%
NAUEHTOB), arpeccust u/mim ayroarpeccus y 13% 6ompHbIx TC. ['niepakTHUBHOCTh XapaKTepHa
it 50% 6onbHbIX TC. C rogaMu HapacTaeT YMOLMOHAIBHOE MOTYCKHEHUE ¢ Oe3pa3inyueM K
ponHbIM, (opMmanbHOCThIO. Ilepuonuueckn MeHsSETCS HACTPOCHME: CHIDKEHHOE HACTPOEHHE
OOBIYHO COYETAeTCS C HEIOBOJBCTBOM, arpECCHBHOCTHIO; 3HAUMTENFHO PEXe HaOIFOMaIoTCs
mucopHs ¢ TypalIHBOCTHIO, HEOBOIBCTBOM.

1.7. Hapywenus cna Bctpedatorcst y 60% Oonbubpix TC B BUIE POOJIEM ¢ 3achIlaHuEM,

YaCTbIMU U paHHUMHU Hp06y')K,Z[eHI/IHMI/I, COMHaM6y'J'II/I3MOM.
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2.KoxHble  M3MEHEHHS npu TC NpCaACTaBJICHbBI T'MIOINIUIMCHTHBIMU  IISITHAMU,

auruopuOpoMamMm JIMIA, YYaCTKaMH “HIarpEHEBOW KOXKM~, OKOJOHOTTEBBIMH (puOpomamu,
(buOPO3HBIMH OJISAITIKAMHK, OCITBIMU MPSAIIMU BOJIOC.

2.1.I'unonuemenmnvle namua SBIAIOTCS OJHUM U3 Hauboyiee YacThIX KOXKHBIX
nposiBinenuii TC. Berpeuatotest B 90% cimydaeB. OHU HEpeaKo 0OHAPYKUBAIOTCS C POXKACHUS U
SBIISIOTCSL OJHUM M3 TEPBbIX MaHU(ECTHBIX MpU3HAKOB 3aboneBanus. C Bo3pacToM
HaOJI0aeTCsl TeHACHIMS K YBEIMYCHHUIO MX YHCia. [ MMONMUrMeHTHBIE MATHA MPU TyOEpO3HOM
CKJIepO3€ IPEUMYILIECTBEHHO JIOKAIU3YIOTCA Ha TYJOBMIIE M ArOJUIAX, pPEXe Ha JIUIE.
XapakTepHOH OCOOEHHOCTBIO SBIISIETCS ACUMMETPHUUYHOCTh MX pacnoyiokeHus. OTmeueHa
BapuabeNbHOCTh 4YMCHa, pasMepa W (OpMBI 3TUX MATEH. YUCIO TUNOMUTMEHTHBIX IATEH
Bappupyer oT 3-4 no 100 u Ooznee. Yamie Bcero BCTPEHAIOTCS  MMOJUTOHAJIBHBIC TISTHA,
HallOMUHAIOIIME OTMEYaTKu OoJbIIOro naibla pyku, pasmepom 0,5-2 cm. HaubGonee
xapakTepHas (hopMa IATEH - OBaJIbHAs, IOX0Xasl Ha JIUCT SICEHs, pa3Mep UX Bapbupyer ot 1 1o
12 cm. Pexxe BcTpeuaeTcsi HECMETHOE YHMCIIO MEJIKHUX ISTE€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 ‘kKoge ¢ Morokom”, 4TO HE TPEBBIIIACT
cpeaHux momyasuuoHHbIX 3HaueHui. [Ipu TC 3TH nsATHa OOBIYHO €IWHUYHBIC, OBAJIBHBIC WIIH
OKpYTJble, IIIOCKUE, JIMHOMN 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 netT. BHelHe oHu npeacTaBisioT
co0oif manynsl 1-4 MM B 1uaMeTpe C IJIaJKON MOBEPXHOCTHIO PO30BOr0 WJIM KPACHOTO IIBETA.
AHrnopuOpoMBl pacronaratoTcs CHMMETPUYHO C JBYX CTOPOH JIMIIa Ha IIeKaX M HOCY Ha
noa0opoake Mo THUMY “KpbUibeB Oabouku”. MHornma anrnopuOpoMsel oOpa3yloT CIMBHBIE
YUYaCTKH.

2.3.Yyactok ‘“waepenesou koxcu” (peau chagrine B mepeBojme ¢ (paHIy3CKOTO
“HenmyOneHasi, rpy0as, jKecTKas Koxa”), MpeJCTaBlsieT co00i COeTMHUTENbHOTKAHHbIH HEBYC,
sBnsiercs obmuratHeIM mpusHakoM TC u Berpewaercs y 50% OonbHbIX. B GomibiimHCTBe
CIIy4aeB YYaCTKHU “IIarpe€HEBON KOKHM' TOSBIISIIOTCS Ha BTOPOM JECATHIIETHU KU3HU. YUaCTKU
“HmIarpeHeBoN KOXKK~ TMPEUMYIIECTBEHHO PAacIoyiaratoTcsi B MOSICHUYHO-KPECTLOBOM o001acTu,
UMEIOT TUIOTHYIO KOHCHUCTEHIIMIO, >KEJITOBATO-KOPHUYHEBBIA WIIM PO3OBBI I[BET, YMEPEHHO

BBICTYIIAIOT HaJ IMOBCPXHOCTLIO Opr)KElIOH.IGfI koxu. KomndecTBo Y4aCTKOB “HJanCHCBOf/'I
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KOXXH” BapruabesbHO, HO Yallle OHU ObIBAaIOT eAMHUYHBIMU. Pazmep ux kosnebnercs ot 1 o 10 cm
u Ooee.

2.4.Qubposuvie OnsawKY  SBISIOTCA MepBUYHBIM npu3HakoM TC m  BcTpewarores y 20-
40% OonbHbIX. DUOpO3HBIE ONSAMIKM HWMEIOT OeXeBBbIH IIBET, LIEPOXOBaThle Ha OIIYNb U
HECKOJIbKO BBICTYHAIOT HaJl OKpY’Karomiel koxei. OHU 4acTo MOSBISIOTCA YK€ Ha IEPBOM TOY
XKHU3HU M SBISIOTCS OJHUM U3 TMEPBBIX KIMHUYECKUX CHMIITOMOB 3a0ojeBaHus. Yaiie Bcero
(GuOpo3HBIC OISIIKU JTOKATU3YIOTCS Ha JI0Y, HO MHOTa OHU BCTPEYAIOTCS HAa BOJIOCHUCTOM YacTH
rojioBbl. PazMep u umciio OJsIIeK MOXET BapbUPOBATh.

2.5.0xononoemesvie ¢hudbpomsr uiu onyxonu Kosnena (J.Koenen onucan ux B 1932 1.),
ABISAIOTCS oOnmuratHeiM npusHakomM TC  u Berpeuatorcest 'y 17-52% OonpHbIX (10 88% 1m0
nanabiv Darling T.N., Moss J., Mausner M., 2010). Onu mnpeacTaBiIsiFOT COOOW TYCKIIBIEC,
KpacHbIe WJIM MSCHOTO IIBETa MaIyJlibl WX Y3JIbl, PACTYIIHE OT HOITEBOIO JIOXKAa WU BOKPYT
HOTTEBOH IUTaCTUHKUA. B OONBIIMHCTBE CIy4aeB OKOJIOHOTTEBbIE (PUOPOMBI MOSIBISIFOTCS Ha
BTOPOM JIECATHJICTHH >KM3HU. Yalme OHM BCTPEYAIOTCS HAa HOTaxX, 4eM Ha pykax. Hamuuwme
OKOJIOHOTTEBBIX (hHOpoM Oosiee XapaKTepHO JUIA )KeHIIMH. Pasmep ux Bapepupyer oT 1 MM 10 1
cM B nuametpe. OkosoHorTeBble (UOPOMBI CKIIOHHBI K MPOTPECCUBHOMY POCTY JaKe MOCIe UX
yaaaeHusl.

2.6.Msexue ¢uobpomevr BeTpedaroTess 'y 30% OonbHBIX. OHH MPEACTaBISAIOT COOOM
MHOXXECTBEHHBIC WM €IWHHYHBIC, MSTKHE OOpa3oBaHHMs Ha HOXKKAX, MEMIOTYaTOH (HOpMBI,
pacTyiiye Ha Imee, TyjaoBuine u koHeuHoctsx (molluscum fibrosum pendulum, nar.). Jpyroi
BapHaHT MATKUX (puOpoM mpeacTaBiseT co00i MHOKECTBEHHBIE, HECKOJIBKO MPHUIIOAHATHIC HAJl
MOBEPXHOCThIO KOXHM (M Takoro >K€ IBeTa) MelKHe oOpa3oBaHMs, pa3MEPOM MEHbIIE
OyITaBOYHOM TOJIOBKHM, pacIiojlaraionifecs Ha TYJIOBHUINE M IIee W HAINOMHHAIOIINE TYCHHYIO
KOXY.

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

OITYXOJIEBUIHBIM Y3JI0BBIM O0Opa30BaHUSM, MPEACTABISIONIMM CcO00M TKAHEBYIO AHOMAJIHIO
pPa3BUTHS, BO3HUKAIONIYI0O B CBSI3M C HENPaBWIBHBIM (OPMUPOBAHHEM SMOPHUOHAIIBHBIX
TKaHEBBIX KOMILJIEKCOB. Pa0GnoMHOMBI MOTYT OBITH OKpPYIVION WIJIM HENpaBWIBHOW (POpMBI,
MIOXO0’KEH Ha «IIBETHYIO KaIllyCTy», BU3YalIbHO BCEr/la YETKO OTAEIEHBI OT OKPYKAIOLIUX TKAHEH.
XapakTepusyroTcs, Kak MpaBuio, CMENIaHHBIM HHTPAa3KCTpaMypasbHBIM (TTTyOOKO NMPOHUKAs B
MHUOKap/I )KeIyI0UYKOB) N SKCTpaMmypajibHbIM pocToM. [1o pazmepam pabaoMuoMBbl BapbUPYIOT
OT HECKOJIbKMX MWUIMMETPOB 10 HECKOJNbKHUX CaHTUMeTpoB. Hambonblime pasmepsl, Kak

a6COJ'IIOTHBIe, TaK W OTHOCHUTCIIBHBIC, CBOMCTBEHHEI pa6IlOMI/IOMaM B HCOHATAJIbHOM IICPHUOAC.
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Onyxonb HE UMEET KalcCyjbl, YTO B ClIy4ae HEOOXOAMMOCTH 3aTPYIHSET MX PE3EKLUHI0. DTH
HEOIUTa3Mbl HUKOTJIa HE MAJIMTHU3UPYIOTCS U HE METAaCTa3HPYIOT.

[lo xonmuuecTBY pabAOMHUOMBI MOTYT OBITh B BHUAE EAMHUYHOTO Yy37a (PEenKo) WU
MHOKECTBEHHBIMU (45-92%). Jlokanus3oBaTbcs MOTYT BO BCEeX OTAeNaxX cepjua, BKIYas
KJamaHHeld anmapaTr. Kak npaBuiio, OHM pacmojaraloTcsi B JKEIyJO4KaxX, dYaile B JIEBOM
xenynouke (68-100%), yem B mpaBom (66-81%), mexokenymoukoBoit neperopoake (38%),
MOTYT OOHApyXMBaThCsl B MANWUIIPHBIX MBIIIAX. B O4eHb penkux ciydasx pabIoMHOMBI
MOTYT JIOKaJIM30BaTbCsl B MPEACEPAUSX, HCXOAS U3 MEXKIPEICEPIHON Neperopoaku, y
COCIMHEHHUSI TMPaBOTO TMpeAcepAuss C TOJIbIMU BEHAMH, a TaKXe Ha JMHUKapIuaIbHON
noBepxHoctu cepana. Yame BHyrpunonoctHeie (50%), pexe y3enku HOBOOOpa3zoBaHUU
TG Py3HO pacmpoCTpaHsIOTCs TO Bcemy Muokapay. ComurtapHble pabJOMHOMBI  Hare
JIOKAJIM3YIOTCS B OOJACTH BEPXYyIIKHU cepiaua. Upe3BbluailHO peako BcTpedaroTcs: nud@ysHbie
pabIOMHOMBI, Hapylarone paboTy cepilla MacCHUBHOW HECOKpallalolieiicss TKaHblO U
UMUTHUPYIOIIHE KapIUOMHOIIATHIO.

[Ipeobmanaromee OompmmHCTBO jgered (50-80%) ¢ TC wu pabmommomamu cepana,
JOKYMEHTUPOBAHHBIMHU TPH POXKIACHUM, HE UMEIOT KIMHUYECKUX MPOSBICHUN CO CTOPOHBI
cepaua. Knuauueckne cMMOTOMBI pabJIOMUOM Y JI€Tel pa3iuyHbl B 3aBUCUMOCTH OT BO3pacTa,
OTHOCHUTENIBHBIX pa3MEpOB U JIOKAIW3alUK OIyXxoiu. OCHOBHBIE CHMIITOMBI - CepAeYHas
HEJ0CTaTOYHOCTh (B 5.4% ciyuaeB), mpeacepaHble W JKenyno4dkoBbie aputmuu (23%) u
O6mokanel cepana, mymsl  (14.9%), kuakocTe B mepukapne, kapauomeranus. OnucaHbl
CMepTeNbHbIE Cllydal KakK OT CepACYHOM HEIOCTaTOYHOCTH, Tak M Ha (OHE HapylIeHui
CEpJIEYHOT0 PUTMA.

4. Odranemonornyeckue npossiaenus TC. 'amapromsl cetuatku npu TC onpexnenstorces

6onee uem y 50% OonbHBIX. BcTpeuaroTcst kak oJlHO-, TaK M JABYCTOPOHHHME TaMapTOMBI.
bunarepanbHble MOpaXkeHUs OTMEYArOTCS MPUMEPHO Yy MOJOBHHBI ManueHTOB. OOHapyXHUTh
ramaptombl y feteit ¢ TC MOKHO yKe B IIepBbI€ JTHU JKU3HHU.

CyIecTBYIOT TpH THTIA PETHHAIBHBIX TaMapTOM:

- ramMapTOMBbl ME€pPBOrO THMAa — MOJYNpPO3payHble IUIOCKHE OKPYIJble 00pa3oBaHUs C
IJIAJKOW TOBEPXHOCTHIO. OTH 00pa30BaHUs SBISAIOTCS Haubojee paclpOCTPAaHEHHBIM BHOM
O TaTbMOJIOTUYECKUX HapylIeHUH: UX oOHapyxkuBatoT y 55 — 70% OonbHBIX TyOepO3HBIM
CKJIEPO30M C BOBJICUCHHEM B MTATOJIOTHUECKHIA TpoOIece T1as3;

- ramMapToMbl BTOpOro THUMa — Ooyiee KpyIHbIE NPOMHHHUPYIOIIHE OJecTsiue

MHOT'OY3€JIKOBbIE 00pa30BaHMsl, 4acTO COAEpKallhe KalblMi, — AUArHOCTUPYIOT y 46 — 55%
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MAIMEHTOB C W3MEHEHUsSMHU TJa3 Ha (oHe TyOepO3HOro CKiIepo3a, HMEIOT HECKOJBKO
acCOIIMAaTUBHBIX HA3BAHMI: «BOJUYbS SITOJIa», «KETOBAsl UKpPa» U JIp.; UX JUAMETP BAPbUPYET OT
0,5 no 4 PJI, BeicoTa MoxeT nocturath 2,2 mM; B 80% ciaydaeB pacmnosiaratoTcs OKOJIO JAMCKA
3pUTEIHLHOTO HepBa (Ha pacctosHur MeHee 2 PJI) uimu BIOnb €ro kKpas; B TaKuX CIydasx
raMapToMbl HAllOMUHAIOT TUTAHTCKHUE JIpy3bl; KaK MPaBWIO, TramMapTOMbl BTOPOro THIIA
MEPEKPHIBAIOT JISKAIINE [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.

lamapToMBl BCEX THIOB XapaKTepU3YIOTCS OSHAODUTHBIM pocToM. B xome
TUCTOJIOTHYECKHUX HCCIICIOBAHUN YCTAHOBJICHO, YTO raMapTOMBI CETYATKHU MPEACTABISIOT COOOU
CeThb BBITAHYTHIX TJIMAJBHBIX AaCTPOLUTOB M KPOBEHOCHBIX COCY/IOB, JIOKAIH3YIOIIUXCS
MPEUMYIIECTBEHHO BO BHYTPEHHHUX CIIOSIX CETYaTKU. B HEKOTOpBIX CilydasiX C TEUeHUEM
BPEMCHH TraMapTOMBbl TIIOJBEPralOTCS KHCTO3HOW JIETCHEepaluu, B HUX (QOPMHUPYIOTCS
THAJIMHOBBIC M KaJILIMEBHIC BKIIFOUCHHS.

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

Penko 'y ©OonpHBIX ¢ ramMapTOMaMH CETYATKM  Pa3BUBAIOTCA  OCJIOKHEHUS,
COTPOBOXKAAIOIINECS CHIDKEHHUEM 3pEHUs: CyOpeTHHallbHas SKCCYAAllMs, MaKyIsSpHBIA OTeK,
KPOBOUBIIMSAHUS B CTEKJIOBUIHOE TEJO, HEOBACKYJApHasA Iriaykoma. Yaimie Takue OCIOXHEHUS
OTMEYEHBl y OOJIbHBIX C ramapTomMamMu | Tuma. B HEKOTOpBIX cCiydasXx acTpoIUTapHbIC

raMapTOMBbI CETUYATKH MOTYT UMHUTHPOBATHh XOPUOPETHUHHUT.

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

BeJeT K (OPMUPOBAHUIO XPOHUYECKOW IMOUYEYHOW HEJAOCTATOYHOCTH, 3aHUMAIOIIEH BTOpOE
MecTo B cMepTHOCTH Ipu TC mocse maTojJoruu HEpBHOW cHCTEMbl. TUNMMYHBIM MOpakKeHHEM
MOYEK CIIy>KaT COJIMAHbIE 00pa30BaHUsA — AHTMOMHUOJIMIIOMBI M KUCTHI odek. K penkum Buaam
[IATOJIOTUM OTHOCATCS OHKOLIMTOMA, ITOYE€YHO-KJIETOUHBIM paK, a TaKXE HEOIyXOJIEBbIE
3a0oneBaHus: HedponuTuas, (POKaTbHO-CErMEHTAPHBIA TJIOMEPYIOCKIEPO3, COCYIUCThIE
JUCIUIa3UH, ME3aHTMO-KAMUJUISIPHBINA TJIOMEpPYJIOHEPPUT.

5.1.Aneuomuonunomuvr nouex (AMJI) sBnsgI0TCA Hanbosee YacToM maToyorueil moyexk npu

TC, BbBmsOmEcs y okono 75% nmereit m 80% B3pochbIX HpH  YIbTPa3BYKOBOM
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uccnenoBannu. AMIJlL  cocTosT W3 BapuaOeNbHBIX  KOJUYECTBEHHO HHAOTEIHAIbHBIX,
[JIAJIKOMBIIICYHBIX KJIETOK U KUpoBOi Tkanu. AMJI npeactaBisiror coboil 100pokayecTBEeHHbIE
OIyXOJIM, OHU PEAKO BBIABISAIOTCS IPU POXKAECHUU U OOBIYHO JUATHOCTHPYIOTCS B BO3pacTte 5-
10 net. Kak npaBunio, AMJI mopaxkarot 00 MOYKH ¥ UMEIOT TCHICHIIMIO K POCTY B FOHOIIECTBE.
VY OonpmmHcTBa O0NBHBIX AMJI OBIBalOT MHOXKECTBEHHBIMH, B IPOLIECCE POCTa IOYTH
CIIMBAIOTCS JIPYT C APYroM, Tak 4TO Ipu oOcenoBaHUU 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
METacTaTUYECKOMY  pocTy  nporuBopeuuBbl.  Iloweunsie ~ AMJI  cowerarorcs ¢
TUM(pAHTHOIEHOMHOMATO30M JIETKHX, MPEACTABISAIONIMM cO00il mporpeccupyromiee KUCTO3HOE
NOpa)KEHHE JIETKUX, IPEUMYILLIECTBEHHO BCTPEUAIOLIEECS Y )KEHILUH.

IToueunsle AMJI coueTaroTcs ¢ AByMs TUIIAaMH ITOBPEKACHUI:

. [lepBbIl THI TNOBPEXACHHWM CBSI3aH C OCTPBIM JKU3HEYI'POXKAKOLIUM COCTOSHHEM —
PETPONEPUTOHEATILHBIM KPOBOTEYEHHEM CO BCEMU IPU3HAKaMHM BHYTpEHHEN Kposomnorepu. Kak
IIPaBUJIO, IPOU3BOAUTCS YaCTUYHAS WM TOTalibHasl HeppakToMmus. Puck kpoBoTeuenus uz AMJI
cocraBisier 25-50%, koppenwpyeT ¢ auaMmMeTpoM onyxoiu 4-5 cM u  0Oojee, MOpSIMO
nponopuuoHaieH pasmepam AMJI u cogepxaHuio B HUIX MUKPO- U MaKPOAHEBPHU3M.

. Bropoii Tun DOBpeXIEHHUH CBS3aH C  KOHIJoMepanuew Heckonbkux AMII,
UHOUIBTPATUBHBIM POCTOM UX B OKPYXKAIOIIYIO TKaHb, CIaBJICHUEM NapeHXHUMBI, YTO MPUBOJUT
K  IIOCTEIIECHHOMY O6eccCUMNTOMHOMY  (OPMHUPOBAHUIO  XPOHMYECKOH  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 €IUHUYHBIMU, 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 HW3MEHEHHS, aHaJOTUYHBIC
TaKOBBIM TPH ayTOCOMHO-JJOMUHAHTHOM MOJMKUCTO3HOW 00J€3HH. DTO CBA3aHO C Jesenuei
reHoB TSC2 u PKD1, pacnonoxeHHbIX Ha KOPOTKOM Ijieue 16 XpoMOCOMBI U HEMOCPEACTBEHHO
MPUMBIKAIOIMUX Apyr K Apyry. IIpu 3ToM marosnorusi modek mnpossiseT ceds B Oojiee paHHEM
BO3pacTe, MOXKET OBITh MAarHOCTUpOBaHa MpeHaranbHO npu Y3UW mionma m mporekaet Oosee
TSDKEN0, YeM TpPU ayTOCOMHO-JOMMHAHTHOM TOJMKHUCTO3HOW OOJIE3HH, CBSI3aHHOM TOJBKO C

myranueid rena PKDI1. Kuctbl MHTEHCHMBHO pacTyT, JocTturas 5 cM u Ooiee B JTuamerpe,
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IIPUBOAS K apTEPUAIbHON TMIIEPTCH3UH U XPOHMYECKOW IOYEYHOM HEIOCTATOYHOCTH YK€ K

HOJPOCTKOBOMY BO3DPACTY.

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

TC.

W3menenust 6 opeanax ocenyoouno-kuuieynoco mpakma 1nupu TC pa3sHOOOpas3HBI,
BCTPEYAIOTCS OTHOCUTENIBHO YacTO U IPOSBISAIOTCA IATOJOTMEN POTOBOM IIOJOCTH, IEYEHH,
CEJIE3CHKH, MOKEITyJOYHOM JKEJIE€3bl U MIPSIMON KULIKH.

HauOonee TUNMYHBIMU HapyLICHUSMHU, BBIBISAEMBIMU IIPH HCCIEIOBAHUU POTOBOM
MOJIOCTH, SIBJISIFOTCSL Y3JIOBBIE OITyXOJIM, (HOPOMBI WIIM HanmWuUIOMBbI. [ J1aBHBIM 00pa3oM OHHU
JIOKQJIN3YIOTCS Ha MEPEJHEM Kpae JIeCeH, IPEUMYILECTBEHHO Ha BEPXHEW YENIOCTH, HO TAKXKe
BCTPEYAIOTCS HA I'y0ax, CIM3UCTOM 000JI0UKH IIEK, CIIMHKE s3bIKa U Hebe.

l'unepnnasust 1geceH, Koropas sBIAETCS MOOOYHBIM  IPPeKToM IIpenapaToB
(EHUTOMHOBOTO psAa, MPUMEHSEMBIX IS JIeUeHUs (DOKANBHBIX SHIJICHTHYECKHX IPHCTYIIOB
npu TC, MokeT MackupoBaTh (HUOPOMBI JeCeH, XapaKTepHBIE ISl ITOrO 3a00JEBaHUSA, W/WIN
YCKOPSITh UX POCT.

Hedextsl smanu 3y00B oTMedaroTcsi pakTuyecku y Bcex OoibHbIX ¢ TC. OpnHum u3
HanOoJiee TUIMUYHBIX HApYIICHUH sBIseTCS AeQeKT dMaiu 3yOOB B BUIE YIITYOJICHHMA, YHCIO
KOTOpPBIX BapeupyeT oT 1 10 11 Ha kaxmom 3y0e, B cpenHeM 1o 3 yriyOseHus: Ha KaKIbli 3y0.
[IpeumyiiecTBEHHBIX 30H JIOKAJW3allMM JaHHBIX Je(eKTOoB He onpezaenserca. Bo3MoxHbI
HECKOJIbKO BapHaHTOB J1e(eKTOB HMalu 3yOOB: HeOOJbIIME SMOYKHM, HEBUIUMBIE 0Oe3
YBEJIMYEHHUS, OKOJIO 4 MKM B JMaMeTpe; SMOYKM B AMald 3yO00B A0 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 MOSBISIOTCS OJUHOYHBIE MU
MHO’KE€CTBEHHbIE aHTMOMMOJIUIIOMBI U JIUIIOMBI. B MOKeny10uHOl *kKene3e aHrMOMHUOJIUIIOMBI
BBISIBJISIFOTCS PEXKeE.

V3MeHeHHsT B KHMILIEUYHUKE NPU TYOEpO3HOM CKIIEPO3€ MPOSBISIIOTCS IVIABHBIM 00pa3oM
PEKTAJIBbHBIMU TIOJIMIIAMM, KOTOpPBIE BCTPEYArOTCs, MO JaHHBIM pa3HBIX aBTOpoB, B 50-78%
cinydaeB. Kak mpaBuiio, peKTajlbHbBIC MOJIUIBI BBISBISAIOTCS Y 00JbHBIX cTapiie 20 met. [Tomumnsr
yalie MHOTOYMCIIEHHBIE, PO30BOTO [IBETA, pazMepaMu 2-4 MM. JIoKanu3yroTcs B NpsIMOU KHIIKE,
IPEUMYIIECTBEHHO Y aHOPEKTAIBHOTO coeAnHeHus. KilmHnueckn oHn 6ecCUMITOMHBI U JIUIIb B

OTACJIbHBIX CIIY4YadX BO3MOKHBI oom npu ,[[C(I)CKaI_II/II/I. B OonbpmHCTBE CJIY4acB PCKTAJIbHBIC
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MOJIUIBl  BBISIBJISIIOTCS. TPU  MaJIbLIEBOM HUCCICAOBAaHUS MPSIMOW KHUIIKK © C IOMOIIbIO
MHCTPYMEHTAJIBHBIX ~ METOJIOB  HCCIIEJJOBaHMS  (PEKTOPOMAHOCKOIIMH,  KOJIOHOCKOIIWH,
KOHTpacTHOW peHTreHorpaduu npsmor kumku). [lomumnel npu TC 0OBIMHO NMPOTHOCTHYECKU
0JIarONPHSTHBI.

JuchyHKIMS Jrcene3 6HympeHHel ceKpeyuu BO3HUKAET BCIEACTBUE POCTA OIMyXOJIEH.
Haub6onee gacro npu TC oOHapyXuBaeTcsi MAaTOJIOTU HAIOYSCUHUKOB, TPOSIBIISIONIASICS Yallle
Bcero anruomuomunomamu (y 25% OonbHBIX). Pexxe BCTpedarOTCsi OJMHOYHBIEC HITU
MHO>KECTBEHHBIE a/ICHOMBI KOpbI HaAno4deyHukoB. Hepenko nuchyHkuus sxene3 BHYTpEHHEH
cekperuu pu TC HOCUT IITIOPOTIIAHTYSPHBIN XapaKTep.

[Matonmorust kocmuou cucmemwvr BcTpedaercs y 40-50% O6ompabix TC u mposBisiercs
y4acTKaMU CKJIEpo3a KOCTEeW CBOJA dYeperna, 4vaimie B JIOOHOW WM TEMEHHOW KOcTsiX. OHu
OOBIKHOBEHHO BBIABIISIOTCA MOCIE IECATUIICTHETO BO3PACTa, MIPEJCTABIAIOT co00il 00pa3zoBaHus
okpyrioit popmel, pazmepom 0,2-2 cm. Cxoxkne 00pa30BaHUS BBISBISIOTCS B Te€JIaX MO3BOHKOB
U Ta30BbIX KOCTAX C TEHJCHIIMEN K PacHOJIOKEHUIO Y KPECTLOBO-IOAB3OLUIHOTO COYIECHEHHUS.
Y4acTku cKIIepo3a, pacroyiokeHHbIe TU(PY3HO 1Mo neprudepun Ta30BbIX KOCTEH, HMEIOT IIOXO
OUEpUCHHBIC TPAHUIIbI, BCJIEICTBUE YEro, MOTYT OBITh OIIMOOYHO MPHUHSATHI 32 METACTa3bl
0CTEe00IaCTOMBI.

[TaTonornyeckue oOpa3oBaHMsI, CBSI3aHHBIE C TYOEpPO3HBIM CKJIEPO30M, B KOCTSIX
KOHEYHOCTEH OTIMYAIOTCS OT O0pa3oBaHMWd B JAPYIHMX 4YacTsIX CKeJleTa W IPEICTaBIICHBI
y4acTKaMM KHMCTO3HOT'O Pa3peKeHHUs] U 4acTO COYETAIOTCS C MEePUOCTAIbHON (HAaJKOCTHUYHOM)
JIOTIOJTHUTEIBHON HOBOM KOCThIO. KHCTO3HBIE 00pa3oBaHus MPEUMYILIECTBEHHO BCTPEYAIOTCS Ha
pyKax M BBIABISAIOTCS Ha (QajlaHrax MajbleB B paHHEM JeTckoM Bo3pacte. HaoOopor,
NEPUOCTANIbHBIE JJOTIOHUTEIbHBIE KOCTU MOSIBIISIIOTCSI B 3pEJIOM BO3pAcTe U BCTPEUAIOTCS Yalle
Ha IUTIOCHEBBIX KOCTSX, Y€M Ha IISICTHBIX KOCTAX. OHU IUIOTHBIE, COJUAHBIE U HMEIOT
XapaKTEePHBIM BOJHUCTBIN KOHTYP.

[Topaxenue pedep u JNIMHHBIX TpyOUaThix koctell 11 TC He xapaKkTepHO.

7. Iopaxenue jgerkux opu TC.

Cpenu mui ¢ TC numpanruoneiiomuomatos serkux (JIAM) o6napyxusator B 30-40%
cirydaeB. Berpevyaercst mpenMyIecTBEHHO Y )KEHITHMH PENPOAYKTHBHOTO BO3pacTa, HO OIHUCAHbI
enqunnyHele ciydan JIAM, accoummpoBanHoro ¢ TC, y mMyxumH u aereil. JIAM saBnsercs
TpeTheil IPUYMHOM CMepPTH MpH TyOEpO3HOM CKJIEpO3€ MOocjie M3MEHEHUH MOYeK U OImyXoJieid

TOJIOBHOTO Mo3ra. B 3aBHCHMOCTHM OT CTEIEHU BBIPAXKCHHOCTH W PAaCHPOCTPaHCHUA
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3a00JIeBaHNs, MAKPOCKOITMYECKH M3MEHEHUS BapbUPYIOT OT €IMHUYHBIX KHCT 10 IUpy3HBIX
KHCTO3HBIX M3MEHEHMH C 00euX CTOPOH OT BEpPXYHIEK 10 OCHOBaHMM Jerkux. Kucrtoznbie
U3MEHEHHUS B JIETKMX MOT'YT CONPOBOXKJIAThCS U3MEHEHHUSMHU B IOJAMBIIIEYHBIX JTUMPATUYECKUX
y31ax ¢ (opMHUpPOBAaHMEM KHUCT C KHMJIKOCTHBIM COAEpPXXUMBIM. JlumdaHnrunoneiomruomaros
THCTOMATOJIOTUYECKA  XapakTepusyercs  KuctamMu  u  mnponudepanueii  He3penbIx
IVIAJIKOMBIILIEYHBIX KIIETOK.

JIAM 1mposBisieTCs NPOrpecCUpYIONIEN OJBIIIKON, MOBTOPHBIMU ITHEBMOTOPAKCAMU,

HAKOINNICHUEM XHWJIE3HOT'O BBIIIOTA B ITOJIOCTH IJICBPBI U PpEAKMMHU 3IIM30daMHU KPOBOXapKaHbA.

Taxum o6pazom, Mmanudectasie Gpopmbel TC OTIHUAIOTCS BBIPa)KEHHBIM HOIUMOP(HHU3MOM

u BO3pacT-3aBUCHMbBIM I[C6IOTOM . EI[I/IHI)IM TUCTOJIOTNYCCKUM 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 IMATHA JAeNUrMeHTanuu (Tabdnuma 3).

Tabmuna 3. J{uddepennmaibHbril TMarao3 Ty0epo3HOTro CKIepo3a.

3aboJieBa I'enernueckue Koxnbie N3menenuss | U3menenuss B | JlaGopatop
HHE NPOSIBJICHHUS €O CTOPOHBI | COMATHYECKOM HbIC M
JAaHHbIE . .
HEepPBHOI craryce v Helipopaau
cHUCTeMbl H KOCTHO- 0JIOTHYeCK
OpraHos CYyCTaBHOM HEMEeTO/IbI
YyBCTB cucreme HCCJIe10BA
HUS
Ty6epo3n | AyrocomHO- l'unonurmentheie | Cynopoxksbsie | PabrnomMuombl I'ucromorus
bl JOMUHAHTHBIM  THUN | MATHA HPUCTYIIBI cepaua KOXU:
CKJIepO3 HaCJIEJOBAHMSL. (acumMmeTprUHO YMcTBeHHas HOPMAaJIbHO
[Tonukucro3 wu
pacrojoXKeHbl IO | OTCTAJIOCTh e YHUCIIO
I'en xapTtupoBan Ha aHTHO-
BCEMY Teny, | AyTusm MEJIaHOLUT
xpomocomax 9934 u MHOJIATIOMBI .
16013 MPEUMYIIECTBEHHO - o OB;
. BeJleHYeCcK | mouek Omyxonu
P Ha TYJOBHIIE H SREASEEEE oHe yXxo CHI)KEHHE
ne JIETKUX, MEYEHU
ATO/TUIIAX ) ’ > | 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
OKOJIOHOT'TEBEIE
¢ubpomer  Cezple

IIy4KHU BOJIOC

I'amapTomsbl
pangyKHON

000JI0UYKH TJ1a3a

B
MCIIaHOIIUT
ax

MPT -
cyOnmeH-
JTUMaJTbHBIE
TIIMAJIbHBIC
y3JIBI,
KOPKOBBIC U
CcyOKOpKOB
bie TyOEpHlI,
KTM -

KanbIHU(UK
aThl
Butuauro | [Ipeanonoxurensuo | Yerko He tunuuner He tunuunet I'ucronorus
ayTOCOMHO- OTpaHUYCHHBIE KOXKH:
JIOMUHAHTHBIA  THUN | Y4aCTKH MOJTHOE
HaCJIEe0BAHUS C | AenUrMeHTaluH, OTCYTCTBHE
HEIOJHOU ne- | yCWIMBAKLmecs K MEJIaHOLIUT
HETPaHTHOCTbHIO nepudepun Ha OB
(oHe HOpMaLHOU
KOXH,
pacIoa0KEHHbIE
CUMMETPUYHO Ha
pykax, Juie, mee,
TYJIOBUILLE,
KOKHBIX CKJIQJIKaX.
Hesyc - Envauubnsle  winum | He TunuuHsl He tunnynst -
aHeMHuec MHOKECTBEHHBIE
KMl CIPYIIIUPOBaHHbIE

OJIe/IHbIE OKPYTJIbIE
MATHA, C YETKUMH
rpaHuLiIaMu

Yarmre
JIOKAIM3YIOTCST  Ha
CIIHE, JTUIIS

He xpacHerr npu
HAJaBIUBAHUU U
HarpeBaHuy, HE
0eJIEIOT Ha XOJOJIE,
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HEC IIOTCIOT

Baapnen6 | AyrocomMHO- becupernas npsans | Heiipocencop | HeGombiume I'ucronmorus
ypra JOMHHAHTHBI  THII | BOJIOC HAJIO JIOOM. | Hasl TJIyXOTa | CKEJICTHBIE KOXHU:
CHHJPOM | HacjeI0BaHUs c I'erepoxpomu | nedopmanuu
HETIONHORM VYyacTtku 5 payKex MIOJIHOE
[ICHETPAHT-HOCTEIO H JNEMUTMEHTAIlMU Ha [Topoku cepauia | 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 | moMHHAHTHBI THII | TPEYTOJBHOMN KOXKH:
m) HaCIICTOBAHMS (bopmbI psiib
BOJIOC HAJ0 JIOOM. TOJIHOE
benoe msiTHO B OTCYTCTBHC
LeHTpe MEJIaHOIUT
moadopoIKa. 0B
CHmxeHHas
MMUTMEHTALUS
KOXH TyloBuUIIA (C
M0JI0CaMH HOD-
MaJIbHOM
MATMEHTAllMd  Ha
3aHEeN
MTOBEPXHOCTH).
bensie mnATHA OT
JIOKTA K 3aIsICThIO
U OT CEepeIuHbI
Oenpa K UKpam.
I'mnomen | Ilpennonaraercs I'unonurmenramus | CHIKEHHE Hemocrosuuo: T'ucronorunsa
ano3 Uto | ayrocomHo- KOXXM  TYJIOBWINA, | UHTEIJIEKTa | KU(OCKO-JINO3, | KOXKHU:
JOMHUHAHTHBIM  TUN | KOHEYHOCTEHN U | Pe3ucCTeHTHBI | TMIIOTEHUTANN3 | CHUKEHO
HaCJIEeI0BAHUS rOJIOBBI B  BHJE | € M, BPOXKJEHHBIE | YUCIIO
OATEeH MW TO0JIOC | CYAOPOXKHBIE | MOPOKH cepala | MeIaHOCOM
HEMPaBUIbHON MPUCTYTIBl HA .
(hopMbI C | IepBOM TOAY Helipopanu
HEPOBHBIMHU KU3HU oJlorHecka
TpaHHUIlAMU WJIA B A
BHJIE€ TOYEeK U Aymisu .
KapTHHA:
Opisr, Cemuruneptp reMUMETao
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BapHadenbHOrO ous sHIeanus
pasmepa.
Bo3moxHbI Maxponegan
eIMHUYHBIE ui
MUTMEHTHBIE TSATHA
nBera “xode ¢
MOJIOKOM”’
Anormenus,
JIOMKOCTb u
W3MEHEHHE IIBETa
BOJIOC
Cunapom - Cenple npsiau | Jucakysus He tunuuner | ['uctonorus
Vogt- BOJIOC KOXHU:
Koyanagi Mosroseie MoJHOE
_Harada Butunuro CUMITOMBI OTCYTCTBHE
Anonenys XpoHUYECKH METaHOIAT
i aBycro- OB
POHHUIA
YBEUT
Nevus - bnennsie niaTHa | He Tunuynel He tunnunsl I'ncronorus
depigmen PUYYIABOTO KOXKHU:
tosus pUCyHKa WJIH B CHHUKEHO
BHJIC TOHKHX YUCJIO
TOJIOCOK MeJIaHOCOM
(pazmep wu
MeJIaHU3alx
s - HOpMa)
Cunapom | AyTOCOMHO- Teneanrnoskrasuu | Atakcus XpoHuveckue OtcyrcTBHE
PELECCUBHBIA  THUII pec- CBIBOPOTOY
Jyn-bap HacienoBanus. ['eH YHacTku Jpoxanue NUPaTOPHBIE HBIX
KapTHUPOBaH Ha | ACHMTMCHTALIH TOJIOBBL " uHpEKIUn MMMYHOTJIO
xpomocome 11022- TurvenThbie TyJIoBHIIA Oynu-HOB
g23) MSATHA Moo OrcraBanue B (IgA, pese
Cxknepoaepmust B pocte _ 1gG wu
BIll  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 | TMHENHBIE Y4acTKU | AHOMAaNUU 5
e(heKThl 3y00B
JETANBHOCTBIO  JUJISl | HICTOHYEHUSI KOXH | rja3 e y
IJIOJIOB  MYKCKOTO | C  BBINISYMBAHUEM TTopoku cepia
9
rnoJja KAPOBOU OoYeK -
KjIeTqaTkn MOYETOYHUKOB
Tonnoe [TaxoBas u
OTCYTCTBUE KOXH MymoyHas
Ha HEKOTOPBIX TPBIKH
y4dacTKax Tena
[lurmMeHnTHBIE WK
JEeNUTMEHTUPOBAH
HBIE MOJIOCHI
Teneanrnoskra3zuun
[Tanmnomsl
Cunapom | X-CLEIJIEHHBIN OputemarozHo - | CynopoxkHbl | BpoxneHHbIi I'ucromorus
Baoxa- JOMUHAHTHBII  THUI | BE3UKYJIE3HAast W cuHIpoM | BEIBUX Oefpa 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
HHS noJia. I'en | crubarenbHBIX (KoHMHecKast 903UHO-
OTCTAJIOCTh
NUTMEeHTa | KapTUPOBaH Ha | MOBEPX-HOCTAX dopma) bUIBEHBEIMU
cunapom) | xpomocome Xpll u | KOHeUHOCTEN H | AgomManum KJIETKaMH
Xq28. OOKOBBIX 3peHust
MOBEPXHOCTAX
TYJIOBHIIIA. Hucrarm
boponasuaras ] e
Spina bifida
ChINb

VYyactku arpopuu
KOXH u
JeTIUTMEHTAIH

Anonenus
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Cunapom
Oarne

IIpennonaraercs
ayTOCOMHO-
JOMUHAHTHBIN
HacJIeT0BaHUS

THII

Penko -
IINI'MCHTHBIC IIsITHA
HNIN y‘-IaCTKI/I

JIEMMATMEHTALUH.

He tunmmnuyebl

AcuMMeETpUYHO
€ YKOpOYeHHE U
ne-popmarus
KOHEYHOCTEH
Penxo -
ONyXOJU KOCTEH
c
MaJIMTHU3auen
B 3penom
BO3pacTe

Ha
PEHTTeHOTP
amMMmax
BBISIBIISTFOTC
s
OTpaHUYCHH
Bl  OYard
OBaJILHOT'O
WIN
Beepoobpa3
HOTO
IPOCBETIICH
usi B
MeTtaduzax
JUTHHHBIX
TpyOUaThIX
KOCTEH

Ppa3INIHbIX

Baxno OTMCTUTDL, YTO IIpHU IIOJO3PCHHUHU Ha TC nanucHT AOJIXKHBI OBITE 06CJ'I6,Z[0BaH y

BHYTPEHHUX OpraHoB (cM. Puc.2 «MynpTuaunciuminaapHas komanga 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 npopuiIakTuKa 3a00J€BaHUS CBOJUTCS K
npeHarainbHoi auarHoctuke TC. Ilpu cnopagumueckoMm TC puck MOBTOPHOTO POXKIEHUS
6osbHOTO pedeHka cocranister 2%, npu HacieacTBeHHOM — 50%. [ToaTomy npu moo3peHun Ha
HacneacTBeHHbIN Xapaktep TC (mpu HaNUYMM MMOIO3PEHUS WK NOATBEep K IeHHOro Auarnosa TC
y Oyaymieit MaTepu, OTLA WIM POJACTBEHHMKOB) I'€HETHYECKYI0 AMAarHOCTHKY TC Heob6Xxoanmo
MIPOBOJIMTS €IIIe MPH TUTAHUPOBAHUN OepeMeHHOCTH. [loaTBep)KeHHBINH HacaeacTBeHHbIH i TC
ABJIIETCS. OCHOBAHUEM JIJIsl IPOBEJCHUSI MHBA3WBHOM MpEHATaJbHON AMArHOCTUKU. Takxke mpu
noao3pennn Ha TC y mmoxa pexkoMmenayercs mnposeneHue OxoKI' Ha cpokax 20-24 Hepenb
OepeMEeHHOCTH I UCKIIFOUEHHs pabJOMUOMBI cepLa.

B Poccuiickoit @enepanui 3TOT METOJ MPO(PHIAKTUKA HE TMOJYYWII elle JOHKHOTO
pacnpocTpaHeHus. B HacToAmMii MOMEHT MBI MOXEM NPOQUIAKTUPOBATh pa3BUTHE

KHU3HEYTPOXKAIOIMIKX OcsIokHEHHH 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), CBHAETCILCTBYIOUIME O TOM, YTO Ha3HAYCHHE
AHTHAIIIIICHTHYECKOW Tepanuy TMalMeHTaM IEepPBOr0 roja >KU3HH €Ile 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

Otunonornyeckoe Jeuenue npu TC orcyrctByer. Jlo 2012 ropa JiedeHHMe HOCHUIIO
cuMIToMatudeckuii xapaktep. B 2012 romy ObuT 3aperucTpupoBaH Ipemnapar 3BEpPOJUMYC
(ToproBoe Ha3BaHHe AQHUHUTOP), KOTOPBIA BIUSET Ha OCHOBHOE 3BeHO maroreHe3a mpu TC
(aBnsieTCT MHTUOMTOPOM CHUTHANBHOTO TyTd M-TOR) W yMeHbIIaeT pocT Omyxojiel B
LEHTpaJIbHOU HEepBHOU cucTeme U B movkax (| ypoenb nokazarenbHoctu - Franz D.N. u coasr.,
2012; Franz D.N. u coasrt., 2013; Bissler J.J. u coasr., 2012). IIpenapat 3BepoJjumyc B hopme
TabJIeToK BKIOYeH B IlepeueHb J>KM3HEHHO HEOOXOAWMBIX M BaKHEHIINX JIEKApCTBEHHBIX
cpenctB (CKHBIJIC) (Pacnopsiocenue [Ipasumenvcmea P@ No2199-p om 7 oexabps 2011).

Nmerorcss otaenbHble pabOThl, YTO OH TaK)KE€ YMEHBINACT YHCIO AIHJICITHYECKUX
npuctyno (IV yposens nokazarensHocts - Krueger D.A. u coast., 2010), u cHIKAeT CTENEHb
BeIpakeHHOCTH aHrnodudpom numna (I yposens nokazarensHoctd - Franz D.N. u coasrt., 2012;
Bissler J.J. u coast., 2012).

Jlanee paccMaTtpuBaroTCs OTAENbHBIE ACTIEKThI JICYEHHUS B 3aBUCUMOCTH OT CUMIITOMOB U
UX CTENEHHU BBIPAKEHHOCTH.

1. Jleuenne cyORIEHANMAIbHBIX THTAHTOKJIETOYHBIX acTporutoM (COI'A).

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

yraineHue onyxoiau. He BbIABICHHAasT CBOEBPEMEHHO BHYTPUUYEpENHAs TUIEPTEH3MHs,
oOycioBnenHass COI'A, sBnsercs HauOonee yactoil mpuunHOi cmeptH 50% OonpHBIX ¢ TC
crapuie 10 net. Peakas mpuunHa cMEpTH - KPOBOUBJIMSHUE B OIYXOJIb.

O6ocHoBaHMEM /1J1s 00JIee PaHHETO XUPYPTUYECKOTO YAAICHHS OIYXOJH, IBISIOTCS:

1) POCT OIYXOJIH U MOSBIIEHNE KIMHUYECKUX CUMIITOMOB IIOCJIE MPEIIECTBYIOLIETO
6eccumntomHoro Ttedenus COI'A, BBuay nokanu3anuu BOMM3M  oTBepcTuss  MoHpo,
COMPOBOXKAAIOMIMNMCA ~ pa3BUTHEM  OOCTPYKUMH,  HApyIICHUSAMHU  JIMKBOPOJIMHAMUKH,

BHYTPHKEITYJ0YKOBOI'O KPOBOTECUEHUS;
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2) poct COI'A, coNnpoBOXIAIOIIMKICA YXYAILIEHUEM TEUYEHUS DSIWIECNCHU, YTO
ACCOLIMUPOBAHO C Pa3BUTUEM TUApoUeanu H\IIK NPSIMBIM MEXaHHYECKHM pa3ipakeHHEM
MEXOKETYTOUYKOBOM MeperopoIku;

3) COI'A OGospiioro pasmepa, KOTopble MOTYT JeopMupoBaTh oTBepcTHe MOHpO,
4TO 3aTPYIHSET YIAJECHUE OIYyXOJIM M IeMOCTa3 BO BpeMs ONEpalud B HEIOCPEICTBEHHOM
0JM30CTH  JIpYrUX CTPYKTYyp (CBOJ, KayJdalbHblE sApa, OIEHIUMA, BEHBI OSIIEHIUMBI,
MEXOKEITYJOUKOBAsi IEPETOPOJIKA);

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

NPU3HAKAMU TOBBIMICHHSI BHYTPHUYEPEITHOTO AABICHUS WK THIponedanueii 1o onepammu.

IlokazaHusamMu K Xupypruyeckomy geueHnio COI'A apusgioTcs:

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

COI'A, npuseowias K noseieHuto KIUHUYECKUX CUMNIMOMOS:.

o MOSIBJICHUE TPU3HAKOB ITOBBIIICHHOTO BHYTPUYEPEITHOTO JaBJICHUS (TOJOBHBIC

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

. HapyILIEHUs [TOBEJCHUS;
. YXyALIEHUE KOTHUTUBHOW (DYHKIIUU;
. y4YallleHUE MU TUYECKUX TIPUCTYIIOB.

COI'A momyiexuT pe3eKUuu, KaK TOJbKO 3aperucTpUpOBaH pOCT OINYXOJIHU THpHU
nuHamuueckoM MPT-uccnenoBanuu. B mocneomnepaliioOHHOM TEpHOJIE MOTYT HAOIIOIATHCA
CIeyIoIue OCIoXHeHus: npexoasmui remunapes (10-12%), croiikuit MoTopHBIN neduuut (6-
12,5%), Beipaxkennbiit aepunut namsata (5%), KpOBOTEUEHHE UIIH KOMIIPECCHS CYOAypalbHOTO
KOJUIEKTOpa, TpeOyrolue MOBTOPHOTO XUpyprudeckoro BmematenbctBa (13-20%), morteps
spenust (20%), octpas mociaeoneparronHas ruaporedanus (10-20%).

IToBTOpPHBINA POCT OMYyXOJIM BO3MOXEH, €CIU ONyXOJib OblIa yJajJeHa He MOJHOCThIO
(ocoboe pacrnonoxeHue uiau OomnbIIoil pazmep). [Ipy HU3KOM pHUCKE OCIIOKHEHH, ONEpaIuio
MOXHO MpoBecTd moBTopHo (Moavero R. u coasr., 2011; Jozwiak S. u coasr., 2013).

[TocneonepainOHHBIX OCIIOKHEHUH MEHBIIIE U pexke Bo300HoBIsieTcs pocT COT'A, ecu:

J Bo3pact pebeHka 11 et u MeHsliIe;

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

B Tom cnyuae, ecnu Helipoxupyprudeckoe yieuenue COI'A HEBO3MOXKXHO WIIA COMPSIKEHO
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, lItaly), nasnauenue sBeponaumyca npu COI'A mokazaHo
nanueHTam crapme 3-x Jer, uMmewmuMm COI'A, accouMUpPOBAHHYI0 ¢ TYO0epO3HbIM
CKJIEPO30M, €CJIM BBINOJIHEeHHE ONlepalui HEBO3MOKHO, 3 MMEHHO!

® HaIWYUE MPOTHUBOMOKA3AHHUHN K XUPYPrUueCKOMY JI€UEeHUIO (IPOTUBOMOKAa3aHa aHECTE3Ms
WM CaMO XUPYPTru4eckoe BMEIIaTeNbCTBO);

® HEBO3MOXKHO paJMKalbHOE YJAICHUE OIYXOJIH;

®  ATUIHUYHAsS JOKATU3ALHUS OMyXOJIH;

e 0co00€ PacloJI0KEHNE OITyXOJIH, KOTIa ONEPAIis MOKET MPUBECTU K OCTIOKHEHUSIM;

® arpecCHBHBIN POCT OIYXOJIH;

e B0300HOBJIEHHE POCTA OITYXOJIM MOCIE YXKE MPOBEACHHON PE3EKIIUN

® OTKa3 OT IMPOBCACHUA OIICpalluu.

OBepoauMyC SBISETCS aKTUBHBIM MHIMOUTOPOM poCTa U Mpoiudepany OMyXOJIeBbIX
KJIETOK, SHJIOTEIHAJBHBIX KIETOK, (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 AUCIeprupyeMbIX TaOlIEeTOK.

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 Mx. Ecnn
MAlMEHThl HE B COCTOSHUU MPOTJIOTUTH TaONeTKu AQUHHUTOpPA, JUCHEPIHPYEMYIO0 TaOJIETKY
clieflyeT TOJHOCTBIO pPACTBOPUTH B CTakaHe BOAbl (coxaepikamieM mnpuOau3urenabHo 30
MIUTHJIUTPOB), OCTOPOKHO TEpeMelInBas, a cpa3y ke Iocie 3TOro — BbIMUTh. [locie dero
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 cpennsis TepaneBTUdeckas 1036l coctaBmwia 5,9 mr B cytku (Franz D.N. u coasr., 2013). Hioke
IPUBEAECHBl PEKOMEHAYEMbIE CTapTOBbIE J03bl IIpenapara B 3aBUCUMOCTH OT ILIOLIAJU

noBepxHoctu Tena: Puc.3.

Mnowaab noeepxHocTM Tena | <1,2m° | OT1,3M° 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 muomanmu mnoBepxHOcTH Tena mpoBoAsaT 1o Qopmyne (PykoBoacTBO 1O
Xumuorepanuu onyxosieBbix 3a0oneBanuid. [lox pex. H.W.IlepeBogunkoBoit. — 3 u3a.,n0m.1 miep.

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

) 1/ Pocr (cm) X Macca Teina (Kr)
[Tnomans moBepXHOCTH Tena (M7) =

3600

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

HpI/I pa3BI/ITI/II/I HCIKCIIATCIIbHBIX SIBJ'IeHI/II\/'I MOXKET HOTpe6OBaTI)C5[ CHHMXXCHHUC OO03bI HUJIU
nepepsiB B JieueHWU. Huke mpuBeNeHBbl HEKeIaTeNbHbIE SBICHHUS, KOTOPHIE BCTPEYAIOTCS Ha

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

Yacrora 6onee 10% - cTromaruThl, U3MEHEHHUs Ja0OpaTOpHBIX Mokazareneil (1 wim 2
cTerneHu Tsbkectu). Hambonee wyacTble W3MeHeHMs J1a0OpaTOpHBIX IOKa3aresed -
cHmkenue (ocdaros, uOpuHOreHa, AUMGPOUUTOB U HEHUTPODUIOB,  MOBBIIICHHE
CBIBOPOTOYHOH I1enouHoi (ocdaraszel, kamus, ACT u AJIT.

Yactora 5% - uUHPEKIUH BEpXHUX AbIXaTEIbHBIX IyTeW, MHEBMOHUS, HEUTPOIEHHS,
THIIEPXOJIECTEPUHEMHS,  Kallledb,  Chblllb,  yYTOMISIEMOCTb,  Pa3IpPaKHUTEIHHOCTH,
MOBBIIIIEHUE TEMIIEPaTyphbl Tela, MOBBIIICHHE YPOBHS XOJECTEpPHHA 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, TIHEBMOHUTLI, HAPYIICHUEC ITOXOAKH, IMTOBBINICHUC YPOBHA TPUITIMLICPUI0B
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B KpOBH. BOJBIIMHCTBO HapylIeHHH J1aOOpaTOpHBIX MoKa3arenei - 1 uiam 2 creneHu

TSXKCCTH.

Taxoke BCTpeuyaroTCsi M3MEHEHHs J1a0OpaTOPHBIX IOKa3aTeNiedl, HO OHHM, KaK IpaBUIIo,

JIETKOM CTEIEHHM W 3aKI0YalTCi B noarCME TpaHCaMHWHA3, THICPXOJCCTCPUHCMUN,

runeprpuraunepuaemun u runeparpuemun  (Krueger D.A. u coast., 2010). ITosTtomy
PEKOMEH/IYeTCsSl MOHHTOPUPOBATh OMOXMMHUYECKHE TMOKa3aTeld HE peke 4YeM Kaxuele 2-4
HEJIeIU, WK Yalle 10 TOKa3aHUsIM.

B Tabauue 4 mpocyMMUpOBaHbI pEKOMEHIAIMY IO Ha3HauYeHHIO A QuHUTOpA.

Tab6auia 4.
1 Pacuet go3bl
) Hauano npuema
3 Kowrpom:f
| .
TepaneBTUYECKUE YPOBHU 06bem CIrA
npenapara ‘
; | | |
<5 wr/mn Ot 5 80 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

. Havana coBmecTtHoro npuema
MHAYKTOPOB / MHTMBUTOPOB
CYP3A4 vnu P-rnnkonpoTtenHa, a
TaKKe 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 HEXKeNaTeIbHBIX sABJIEHUN Ha (oHE Tepanuu

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

JAHHOI'O OCJIOKHCHUSI.
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® HeoOXOIUMO PEryisipHO OCMAaTpUBaTh MOJOCTh PTA HA MPEAMET MOSBICHUS KaKUX-THOO
W3MEHEHUH: TPEIIUHBI, 3BbI, 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!

® p30erarb TPaBMUPOBAHUS JI€CEH 3yOHOM IIETKOM.

® u3berarh ymoTpeOJIeHUs CBEXHUX (PPYKTOB, 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.

® KAaTEropuYyeCKH 3alpeliacTcsl MCIOJIb30BaTh ISl MOJOCKAaHUS PTa pPacTBOP IMEPEKUCHU
BOJIOPOJIA.

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

c1ab0COJICHOM, WJIM OYeHB CJIa0bIM HacToeM vas (6e3 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 TPUMEHATh 0e3 Ha3HAuYeHHs Bpadya HUKAKWX MPOTHBOTPHOKOBHIX IIPETaparoB
(TOJIBKO MPH MOATBEPKAECHUHN IPUOKOBON MHPEKINN).

B Tabnumax 5,6 u 7 nmpuBeaeHbl peKOMEHIAINH 10 JICUCHUIO HeXeNaTeNbHBIX SIBICHUH B

3aBUCHMOCTHU OT TSXKCCTH UX ITPOABIICHUS.
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Tabmuma 5. PekomMeHnanuu MpHu pa3BUTUU CTOMATHTAa, BO3HUKIIETO0 Ha (OHE mMpuema

3BEpOJIUMYCa.

CreneHb
TAYKECTH

CuMnromMmbl

Jledyenne

H3meHeHUE 10361

1-Jlerkas

2-Cpepuss

3-Tsoxenas

4-
NuBanu-
AN3HUPYIO
1ast

MuHuMaapHbIE
(HopManbHas

ena)

Ecth
CHMIITOMBI, HO
MAllIeHT MOXXET
eCTb MUILLY

EcTh cuMIITOMBI
Y MAIlMEeHT He B
COCTOSTHUU €CTh
U IIUTh

Tsokesnbre
MPOSIBJIEHU ST

1. [MonockaHue 0OBIMHOM

BOJOM 1 0,9% p-pom
conu

2. M36eratb pacTBOPOB
cozepyKallMX aJIKOTOJb,
MepeKuCh BOAOPOAA, U0,

1. MecTHble
aHaJIbreTUKU

2. MecTHble
KOPTHUKOCTEePOUJbI

S M36erarb pacTBOPOB
CoZiep)KallluX aJIKOTO/Ib,

nepeKkruchb BOAOPOAa, U0

M36erarb pacTBOPOB
COZlep>KAlLUX aJIKOTOJIb,
repeKuch BOAOPOJA, MO,

To >xe camoe
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He TpebyeTcs

IIpepBars npuem fo
nepexoza B JIETKYIO
CTeleHb, 3aTeM
BO30OHOBUTH
MIPEXXHIOIO

A03y

1.ITpepBats npuem 1o
repexozia B JIeTKyI0
CTeneHb, 3aTeM
BO30OHOBUTH
MPEXHIOI0

03y

2. Ecnu aToro He
MIPOU30M/IET B
TeyeHHEe

4-X HeJlemmb —
IMOJIHast OTMEeHa

ITpepBars Tepanuio



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 J0 UCYe3HOBEeHH S
MHPEKIUH WY IO CHIDKEHHUSI CTETIeH! ee TSDKECTH, 3aTeM
BO3BpallleHHe K Oosiee HU3KOI1 fo3e
Ecnu mepepsiB B IpreMe Ipenapara COCTaBUI 6 Hellesb,
PeKOMeH/I0BaHa OTMeHa Ipernapara

4-)Xusueyrpoxaromasi ~ OTMmeHa npernapara

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

Crenennb PexkomeHnpamum H3meHeHUEe m03bI

TSDDKeCTH

1 - Jlerkas BmeliaTenbcTBO He HY)KHO [lo3a He MeHsieTcs
[Ipomomkars 3BepoMyc

2 - Cpegneit Jleuenue cumntomatryeckoe  Jlo3a ymeHbllaeTcst JO
TSDKECTH KopTukocrepougpl, ecnu repexosia OC/I0XKHEeHUS B
KallleJIb O4eHb YaCThIN JIETKYIO CTeNeHb
Ecnu aToro He mpoucxogut
B

TE€YEHUE 3-X HEAETIb —
npernapaTt OTMEHAETCA

3 - Tsokenas Koprtukocrepouzpl, ecinu [IpekpalieHue Tepanuu 1 ee
VICK/TIOYeHa MHPEeKIIMOHHAsT BO30OHOB/IEHHE B MEHBIIIEH
npupoaa Jose,

€CJIU CTeNIeHb TSHKEeCTU
COOTBETCTBYET JIETKOU

4- Hcnons3oBanue ITpekpaienue Tepanuu

JKusHeyrpokaro  aHTHOHWOTHKOB WJIN HaBcerga

mast KOPTUKOCTEPOU/IOB IO
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Heo06xoauMo OTMETHUTB, YTO 3BEPOJIMMYC MOXKET BIMATh HAa HMMMYHHBIH OTBET Ha
BaKLMHBI, T0O3TOMY BaKIMHAIMA 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 HEIaBHO
BaKI[MHUPOBAHHBIMHU.

OnTumaibHas NMPOJOJDKUTENIBHOCTD JIEYEHHUS IBEPOJIMMYCOM IOKa HE YCTaHOBJIeHA. B
HACTOSAIIEE BpeMs PEKOMEHAYETCS MPOJO0JIKATh HEIPEPHIBHYIO TEPAIIMI0 IBEPOIMMYCOM  JI0

coxpaHeHus 3¢ dexTa UK 10 pa3BUTUS HEMPUEMIIEMONW TOKCUYHOCTH.

2. Jleyenne snwiencuu y nanueHtoB ¢ TC mpoBoguTcs mo oOmMM MpaBUiIaM JICUEHUS

smuiencuy (CM. MPOTOKOJ JWATHOCTUKHM M JieueHUs smmiericuu). [Ipu modeyHoi maronoruu
ciefyeT u30erarb Ha3HA4YE€HUS TONMpaMaTa B CBSI3M  C MOOOYHBIM 3(p(deKkToM B BHJE
KaMHeoOpa3zoBaHMs B modkax. [IpoTHBOCyIOpOKHBIE Hpenaparbl ¢ CeAaTUBHBIM 3(p(HEeKToM,
Takue Kak OapOuTypaTsl M OeH3oauazenuubl, y O0ombHbIX TC ¢ HapymeHHsMH OOy4YeHUS H
MOBEJICHHUS JIOJDKHBI TPUMEHSIIOTCS orpaHuyeHHo. llpum HeapeKTHBHOCTH MOHOTEpanuH,
HAlMEHTOB PEKOMEHIyeTCs IepPEeBOIUTh HA KOMOMHHUPOBAHHYIO TE€PANUI0 aHTUAIHIETHYECKUMHU
npenapaTamy ¢ MOTEHIHUAIbHO CUHEPIMYHBIMU MEXaHU3MaMU JEHCTBUS.

Crnenyer oOpaTuTh BHHMaHHE, Ha OCOOYI0 YYyBCTBHTEIBHOCTh ITAllUEHTOB C
MH(QaHTWIBHBIMU cHa3Mamu, Bo3HUKIIMMH Ha ¢oHe TC, x Buradbarpusy. BI/IFa6anI/IH1 —
IPOTUBOCYJAOPOXKHBIM IpenapaT ¢ J0Ka3aHHOH 3(PQPEKTUBHOCTHIO B JICUEHUH HH(PAHTUIBHBIX
cnasMoB U (OKaNbHBIX HSNuJencuil y Jered. B cooTBeTcTBUM ¢ MEXAyHapOIHBIMU
pexomenmanusmu (Wheless JW. u coasr., 2004; Lux A.L. u coast., 2004; Pellock J.M. u
coaBT., 2010). BurabatpuH sBJseTCSl MpenapaToM IEPBOM ouepear BbIOOpA ISl JICUCHHS
uHdanTuabHbIX crasmoB npu TC (Yposenp mokazarensHoct I(A) - Riikonen R.S., 2009;
Camposano S.E. wu coast, 2008; Krueger D.A., Franz D.N., 2008). Jleuenue uH(paHTHIBHBIX
cna3MoB BuradbarpuHom s¢¢exktuBHo y 95% nereit ¢ TC. Panuss Tepanusi (oKaJbHBIX
IOPUCTYNOB M Marojoruueckux wusMeHeHuit Ha OO (dokanbHble H3MEHEHHUS W
TUIIMYHAs/aTUIIMYHAs. TUIICAPUTMUS) BUTAa0ATPUHOM IPEJOTBpAIaeT pa3BUTHE WH(PAHTUIBHBIX
cna3MoB y jereil (ypoBeHb jaokasarenbHocTd IV - Jozwiak S. u coast., 2001; Cusmai R. u
coaBT., 2011). Bce, uTO KacaeTcsi ONTUMAlbHBIX 103 BUTa0aTpHHA M TMPOIOJIKHTEIHHOCTH
JICYCHUS] UMEET HEBBICOKHI ypOBeHb JoKazarenbHOCTH (ypoBeHb aokazateibHoctd - 1V -

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

! BurabaTpuH He 3aperucTpuposaH 8 P,
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Cxema Ttepanuu uH(paHTWIBHBIX crna3moB Buradarpunom (Osborne J.P., O’Callaghan

F.J.K., 2003) npuBeneHa HUXe (IIpHeEM IMpernapaTa 4epe3 Kaxasie 12 4acos).

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

Bo3moskHO noBsimenue 10361 10 200 MI/Kr/CyTKH.

MuHuManbHasE MPOAOKUTEIBHOCT JiedeHUsT J¢pGEeKTUBHONH po030i — 4 wMecsna
(HempepbIBHOE JieueHHWE B TeueHHWe | rojga HE NPUBOAUT K Pa3BUTHIO KOHILIEHTPUYECKOTO
cyxeHus nojiei 3penus). Ilpu orcyrcrBum sddexra vepes 2 HepeIH MPH MaKCUMAaJIbHOHN J103€,
PEKOMEH IyeTCs [IepeBO/l MAI[MeHTa Ha TOPMOHAIBHYIO TEPAIIUIO.

BosmoxHble HexenaTenbHbIE SBICHUS MPH NpueMe BurabarpuHa Bo3HUKaT y 13 %
nerer. OOBIYHO HEXKENATEIbHBIC SIBICHUS HWMEIOT JIETKYIO CTENEHb BBIPAKEHHOCTH U
MOCTEIICHHO HCYE3aI0T B TEUCHUE HeAenu. becrmokoicTBO, BO30YXKICHHE W OSCCOHHHUIA
BO3HUKAIOT B Hayane mnpuema BurabarpuHa y 5-10% manueHTOB W MPHUBOIAT K OTMEHE
npenapara tonbko y 0,1% nereii. KpaiiHe penko BCTpeyaroTcs JErKUi TPEMOpP KOHEYHOCTEM,
MOBBIIICHHAS COHJIMBOCTh U 0O0J€e TMPOJOKUTENIbHBIA COH, JIerKas 3aTOPMO>KEHHOCTb,
3aTpyAHEHHUE TJI0TaHus U 3anopbl. [Ipu MosiBIEHUM HEXENaTeIbHBIX SIBICHUH, PEKOMEHIYEeTCs
CHIDKEHHE HayaJdbHOM J03bl BUTra0aTpuHA C MOCIEAYIOIUM 00Jiee MEUICHHBIM YBEIUYCHUEM
JIO3BI.

Puck pasButust 1eeKTOB MoOJel 3peHus y JAeTei mepBoro roja xusnu nuskuii (Coppola
G. u coasr.,, 1997; Riikonen R.S., 2009). KonueHTpuueckoe CyXeHUE TOJIEH 3pEHUS,
HapylleHue nepudepruueckoro 3peHus ormeuvanucb y 3% paerell B Bo3pacTe 10 2-X JIeT.
Jedext 3peHust pa3BUBAJCS MPHU UIMTEILHOCTU MpUeMa Mpemnapara cBwilie 6 mecsieB. Y 25-
100% mnamueHTOB MOCie OTMEHBI Npernapara 3pE€HUE BOCCTAHABIMBAIOCh. OTMEYEHO, YTO
BOCCTaHOBJICHUE (DYHKIIUU 3PEHUS Y JA€Tel Oosiee MOTHOE, YeM Y B3POCIIbIX.

Jasi oTciie:KUBaHUSI BO3MOKHBIX OCJI0:KHEHHUIl, BO BpeMsi npueMa BUradarpuha
pexomenayerca 1 pa3 B 6 MecineB TNPOBOAUTH KOHTPOJbHBIE HMCCICAOBAHUS:
3JIEKTpOopeTHHOrpagduio.

Bropas ouepens BbeIOOpa ansi JiedeHHs] WH(GAHTWIBHBIX CHa3MOB IpH TyOepO3HOM
CKJIEpO3€ MPUHAIIICIKUT TOPMOHAIBHBIM TIpenapaTam - KOpTUKOCTEPOHUIaM.

OnTuManbHBIM TIpenapaToM CYHUTAeTCsl aAPEeHOKOPTUKOTpomHbld ropMoH - AKTID
(Pellock J.M. u coaBt., 2010), B Poccuu He 3aperucTpupoBaH, paHee NPUMEHSIICS €ro

cuHTeTHYeCKui aHanor - CuHakTeH Jlemo.

39




Bo3MokHBIE HEXKenaTelbHbIEe SBJICHUS ATHUX IPENapaTroB: apTepuanbHas TMIIEPTEH3US
(omacHO€ OCIJIOKHEHHE NPU HAIWYMM MOJUKUCTO3HON OOJIE3HU IIOYEK), OCTEONOpO3, S3BEHHAA
00J1e3Hb KeNyKa, CHUKEHUE UMMYHHUTETA.

OnTuManbHbI PEXHUM BBEJEHHUS KOPTUKOCTEPOUIOB NPH MH(AHTHIBHBIX Cla3Max He
YCTaHOBJICH, HO OOJIBIIMHCTBOM aBTOPOB PEKOMEHAYETCS HAavajIo TepalHy ¢ BHICOKOM 103bI: 150
eMHAIY/M/B CYTKH JUII KOPTHKOTPOIIMHA WM 2 MI/KT/CYTKH JJisi TIPEIHU30HA B TEUCHHUE 2-X
HEJIeNb C MOCTeIYIOIUM IOCTETIEHHBIM CHIDKEHHEM JI03bI B TeUeHHE |-3 MecsleB mpu XopouieM
OTBETE Ha JICYEHHUE B HAYAJILHOM IIEpUOJIE.

Ecnin B HauanbHOM I@iepuoje Tepalnuud OTBETa Ha JiedeHue He Oblio, J103a
KOPTUKOCTEPOUIOB CHMKAeTCsl ObicTpo. OnTHUMaidbHAas IMTEIBHOCTh TEPAallMd M TeMIla
CHIDKEHHSI JI03bI TOPMOHOB B HACTOSIIMA MOMEHT BpPEMEHHM HE YCTAaHOBJECHA, OJIHAKO
IPOIOJDKUTEIBHOCTD TEpPANUU HE J0JDKHA MPEBBIIIATh 3-X MecsueB. KopTukoctepouasl cieayer
C OCTOPO’KHOCTBIO IIPUMEHSATH Y JIeTel ¢ pabloMHMOMaMHU Cep/lia n3-3a BO3MOKHOCTH pOCTa 3TUX
OILyXOJIEH.

[Ipu HemocTaTouHOMN (P PEKTUBHOCTH MOHOTEpanvu HMHMAHTHIBHBIX  CIIa3MOB
BUrabaTpuHOM, BTOPBIM IIPEMapaTOM MOTYT BBOAMTHCS Bajibipoatsl win tonupamar (Pellock
J.M. u coagt., 2010). BeHn3zonuazenuupl, TaKHe Kak HATpA3eraM WK KJIOHa3emaM, MOTYT ObITh
3pPEKTUBHBIMI B clilydyae KOMOWHUPOBAHHON Tepamuy, WM BBOAHWTHCS B TEpaIMio, Kak
npenapaThl «OTYASTHUS.

Tperb 60nbHbIX TC cTpanatoT smuiiencuel, pesucTeHTHONH K MPOTHBOANUIENITHYECKUM
npenaparam (Jansen F.E. wu coast., 2007; Curatolo P., Moavero R., 2010; Ibrahim G.M. u
coaBT., 2012; Curatolo P. wu coasr., 2012). Heiipoxupypruueckoe J€4eHUE, CTUMYIISIIHSI
OJTY’)KTaloIIero HepBa U KeTOTeHHAs! IMeTa MOTYT OKa3aTh IIOMOIIb 3TUM OOJBHBIM B YITYYIICHUN
Ka4yecTBa MX >KU3HU.

B OosiblIMHCTBE Ciy4aeB pPE3UCTEHTHBIX K MPOTHBOCYAOPOXKHOM Tepamuu SMUJIETICUI
npu TC, BBIABISETCS HECKOJIBKO OYaroB SIMJIECTITUYECKON aKTHBHOCTH, B OCHOBE KOTOPBIX
HAXOJUTCS OUWIENTOreHHBIH TyOep. bmaromaps COBpeMEHHBIM METO/JaM JTHAarHOCTUKU
(MarauTosHuedanorpadus, Buaeo-231" MOHUTOPUHT, MAarHUTHBIA PE30HAHC M TO3UTPOHHO-
OMHCCHOHHAs ToMmorpaguss M Jp.), CTajl0 BO3MOXHO BBIIBUTH  «IOMHHHUPYIOLIHI
AMWIENITUYECKUI oYar U «OTBETCTBEHHBIN» 3a HEro TyOep (MM 30HY KOPKOBOM UCIUIa3HH),
KOTOPBIN MOISKUT yaaneHuto. [locine ynaneHns «10OMHHUAPYIOIIETO» SUAJICTITOTEHHOTO Tyoepa
IPUCTYIBI OTCYTCTBYIOT WIIM CHIKAETCS YacToTa NpUCTYyNoB Oosee, ueM Ha 50%, y 2/3 O0IbHBIX

TC. Bce MMalfMCHTHI C pCSHCTCHTHOﬁ K MEINKaMEHTO3HOM TCpannunu SNuUJIencuei npu Ty6CpO3HOM
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CKJIEpO3€, MOTYT PacCMAaTPUBAThCS KaK MOTCHIIHAIBLHBIC KaHIUAAThI ISl HEHPOXUPYPTUICCKOTO
neuenust (ypoBeHb nokazareibHocTs Il a - Weiner H.L. coasr., 2006; Jansen F.E. wu coasr.,
2007; Madhavan D. u coasrt., 2007; Hallet L. u coast., 2011; Evans L.T. coasr, 2012; Fallah A.
U COaBT., 2013).

[Tpu oTCyTCTBUM MOKa3aHUI K HEHPOXUPYPTrHUECKOMY JICUCHUIO, 1IeJIECO00Pa3HO PEIINTh
BOMPOC O BO3MOXHOCTH MPUMCHCHHS CTHMYJSIUH  OJNyKJamomero Hepsa (ypOBCHb
nokazareinproctu Illb - Major P. u coaBr.,, 2008) wiu keroreHHOH aueThl (YPOBEHb
nokazareiapHoctH 110 — Kossoff E.H. u coasr., 2009).

3. Koppeknus HapyleHui O6V‘ICHI/I${ " ITOBCACHUS.

PexkomeHytoTCsl TIpOBEIEHUE PETYISPHBIX 3aHATHHA C J1e(EKTOIOrOM U IICHXOJIOTrOM,
MOCEIICHUE JOUIKOJIBHBIX YUYPEXKICHHH KOMOMHHPOBAHHOTO WIJIM KOMIEHCHUPYIOIIETO THIIA
(ypoBenb mokazarensHocTa I11b - de Vries P.J., 2010; Hallet L. u coasr., 2011; Kpanuskuu A.U.
u Jlopodeesa M.1O., 2012).

Jloka3zaHHBIX ~ JaHHBIX 00 3()PEKTUBHOCTH HOOTPOIHON Tepamuu O/ KOppeKyuu
HapywieHull o00y4ueHusi 'y JETeH ¢ TyOepO3HBIM CKJIEPO30M, IIOJIYYEHHBIX Ha OCHOBAaHUU
KJIMHUYECKUX HCCIICIOBAHNM, MPOBEJACHHBIX B COOTBETCTBUU C IMPUHIUIIAMHU JIOKA3aTEIbHOU
MEIUIUHBI, HE CYIIIECTBYET.

B nuteparype mnpencTaBieHbl HEMHOTOYHMCIEHHBIE CBeleHUs 00 3¢ dexkTuBHOCTH
NPUMEHEHHS YHEPrOTPOIHON Tepanuu sl KOPPEKIHU HapyuieHuti oOyyeHuss W TIOBEICHUS Y
JIeTell U TOAPOCTKOB, CTPAAAIIINX TYOEpO3HBIM CKIiepo3oM (ypoBeHb jokaszarenbHoctr 1D -
benoycosa E.JI. u coast., 2003; [lopodeea M.YO. u IIuBoBapoBa A.M., 2006; Kpanuskux
AUN. wu Jopodeesa M.IO., 2012). [lng KOPpEKIUH, BBIABICHHBIX  HAPYULCHULL
OuosHepeemuuecko2o0 obmMeHa y NeTei ¢ Ty0epO3HBIM CKJIEPO30M PEKOMEHIYETCS! NCTIOIh30BATh
KOMIUIEKC METa0OJIMYECKUX MPEenaparoB, BIHUSIONIMX Ha OTAEIbHBIC 3BEHbS IHEPreTUYECKOTO
oOMena. Kowmmekc AOmMKEeH BKIIOYATh CIEAYIOIIHE KypCchl HEOOXOAMMBIX MpemaparoB: L-
kapautuH (B go3e 20-50 wmr/kr/cytkm), kosu3uMm Qip (30-60 mr/kr/cytkum) um stataBut (10
Mr/Kr/cyTku) B TedueHue aByx mecsies (benoycosa E.JI. u coasr., 2003).

Knunndeckne mnpuszHaku ONEHKM J(PGEKTUBHOCTH JIEUCHHUS: YIY4IIEHUE OOIIero
CaMOYYBCTBHS, BHUMAaHHS, TWaMITH, SMOIMOHAIBHOTO (pOHA, IIKOJIBHOW YCIEBaeMOCTH,
MOKa3aTesIed ICUXUYECKOTO Pa3BUTHSL.

bruoxumudeckne Kputepur APPEKTHBHOCTH JICYCHUS: HOpPMaIM3aIlUsl  ypOBHEH
MOJIOUHOM W MHPOBUHOTPATHONW KHUCIOT B KPOBH, YIyUIIEHHE IOKa3aTeleld MepeKUCHOTO

OKHCJICHUS JIMITU 0B, HOpMaJIn3alusia MoKa3aTesei (I)CpMCHTHOF O CTaTrycCa J'II/IM(I)OI_[I/ITOB.
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Jna xoppexyuu cumnmomos degpuyuma eHumanus u eunepaxkmuenocmu 'y nereit ¢ TC
pexkoMeH10BaHO TipuMeHeHue Ctparrepsl (ATOMOKCETHHA) B MoAAepxKuBaroiei noze 1-1,4 mr
Ha KT Beca B CYTKH YTPOM HATOIIAK UIIA BO BPEMS €/Ibl — JIUTENbHO (P TYOEPO3HOM CKIIEpO3e:
ypoBeHb jaokazatenbHocTd [V— de Vries P.J u coasr., 2009; de Vries P.J., 2010). HayansHast
nmo3a — 0,5 Mr/Ha Kr Beca, MaKkCUMaJIbHas 103a — 1, 8 MI/ Ha KT Beca.

B mnocnemnue romawsl Ons Hopmanuzayuu cha TpuMeHsieTcs MenaToHuH (MenakceH),
KoTopeiid y OombHBIX TC 3apexkoMeHmoBa ce0si Kak BBICOKOX((GEKTUBHBIM W  Oe30macHBIN
mpenapar, KOTOpbIii HE BCTyNaeT BO B3aWMOJCWCTBHUE C JAPYTUMHU Ipenaparamu (ypOBEHb
nokazareipHoctH I11b — Asato M.R , Hardan A.Y ., 2004). PexoMeHayeTCs IPHHUMATH TIperapar
3a 1 gyac mo cHa, B HadaupHOM mo3e 1,5-3 mr. YV O6ompHBIX ¢ TC BO3MOXKHO IIOCTEIIEHHOE
yBenuueHue A03b1 g0 12 mr. Knmandeckwii ekt oObIdHO BUAEH Yepe3 HECKOJBKO ITHEU ¢
MOMEHTa Hauajia InpuemMa mnpemnapara. MenaToHUH MOXKET IPUMEHATHCSA B TEUCHUE JITUTEILHOTO
BPEMEHH, HO MHOTIa TPeOYeTCsl KOPPEKTUPOBKA JTO3BL.

4, JleueHme IaToJIOruun IIOYCK. I[JI)I JICUCHUA AHTHUOMUOJINIIOMBI IIOYKH,

accoruupoBanHoit ¢ TC, He TpeOyrolel HeMeIIeHHOr0 XUPYPrUuecKoro BMEIIATEIhCTBA, K
NPUMEHEHHUI0O PEKOMEHJIOBaH TIaTOTeHEeTUYEeCKHil mpemnapaT AQUHHUTOD (3Beponp1Myc)2 C
ypoBHeM gokasatenabroctu 1 (Bissler J.J. coasr.,2013).

KoHcepBaTHBHOE CHMIITOMATHYECKOE JICUCHHE 3aKIFOYACTCsl B TOCTOSHHOM ITPHEME
TUTIOTEH3UBHBIX CPEACTB (TperaparaMu BBIOOpA SBISIOTCS HWHTUOMTOPHI  aHTHOTCH3MH-
npeBpartraromiero gepmenta - AIID u 6moKkaTOphsl PEIENTOPOB AHTHOTEH3UHA), TTOCHHAPOMHON
TEepanuu XPOHUYECKOW TMMOYEYHOW HEJOCTATOYHOCTH, a B JallbHEHIIEeM - XPOHUYECKOM
TreMOIUAIIA3E U TPAHCILIAHTAIIMH TTOYKH.

B Hacrosmiee BpeMs  TPHOPUTETHBIMH  SBJISIFOTCS. ~ MCHEEC  WHBa3WBHBIC
OpPTaHOCOXPAHSIONINE METObl, XUPypruueckas TaKTUKa C BBDKUIATENBHOM MEHSETCsl Ha
VIPEXKAAOINIYIO: PUMEHSIOTCSA CENEKTUBHAs apTepHalibHas dMOONM3allvs, BBITOIHAEMas Py
anrrorpaduu, paguodacToTHas WM KpuoaecTpykmus AMJL DTu MeToasl MMEIOT MEHBITUI
PUCK OCIIO)KHEHUH, MaKCUMAJIbHO COXPaHSIOT (DYHKIIMOHUPYIONIYIO TApeHXUMy U JIal0T
BO3MOXXHOCTh TPEJOTBPATUTh KpoBoTeueHue u3 cocynoB AMIL. CenexkTtuBHas >MOOIH3aAIUsS
MOJKET CHSATh PHUCK KpPOBOTEUEHHS, CIHOCOOCTBYeT yMEHbIIeHUI0 pa3smepoB AMIJI, ee
CKJICPO3MPOBAHUIO M B JaJbHEUIIEM, NMPH HEOOXOAUMOCTH, OOJIEE JISTKOMY €€ ONepaTHBHOMY
ynanennro. HemocTaTok CeneKTUBHOW apTepuaibHON SMOOIHM3AIMd COCTOMT B BOZHMKHOBEHUE

0oJIBIIOr0 00BbeMa HCKPOTUYCCKHUX MacCC, OTKpBITaH onecpanusa NpUMCHACTCA B TEX ClIydasix,

2 o o
3apernucTpupoBaH a4na neyeHus B3pocablix 6onbHbIx ¢ AMJ1, accoummnpoBaHHoi ¢ TC, Npu OTCYTCTBUM NOKA3aHUM K
CPOYHOMY OMepPaTMBHOMY BMELLATENbCTBY. Y AeTel NoKasaH npu coyetaHum AMJ1 n C3rA, accounmnpoBaHHbix ¢ TC.
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KOrja Jpyrue MeHee WHBa3WBHBIE METONBI HE MOTYT OBITh HCIIONB30BAHBI: MPH OCTPOM
MacCUBOM KpPOBOTCYECHHMM, HEKOHTPOJIMPYEMOW apTEpUaIbHOM THUIIEPTEH3UH, CBA3aHHOM C
HeyHkIMoHMpytoiel moukoi. Ilpm Hammumu B moukax AMJI ¢ muamerpom 4 cm Goree,
pekomenayetcsi npoBenenrne MPT uccnenoBanusi kaxaeie 6 mecsneB, 1 Y3 - kaxasie 3
Mecs1a sl UCKITIOUEHHUS TaJTbHENIIIEro pocTa OMyXO0iId U Pa3BUTHUS OCIIOKHEHUH.

5. Jleuenwe pabaomuom. PabgomMuoMbl B paHHEM TeEpUOJE KHU3HH MOTYT

COIIPOBOXKIATHCA CUMIITOMATUYHBIMU apUTMUSIMH, HauOoJiee TSDKENO MPOTEKAIOUIMMHU B 3TOM
BO3pacTeé B CHJIy BO3pacTHOW (DU3HOJOTMHM  CcepAla: >KeITyAOYKOBOM  Taxukapauei,
CYNMpPaBEHTPUKYJIAPHON Taxukapaued u cuHapomoMm Bosbda-IlapkuHncona-Yaiita (cuHapom
WPW). DTH HEOTIOXHBIE COCTOSHUS TpPEOYIOT CEpPbEe3HOH MEIMKaMEHTO3HOH KOPPEKLUH
(Ha3HaueHUsT AHTHAPUTMUYECKUX IIPENapaToB) B COOTBETCTBUU C IPOTOKOJIOM BEACHMUS
OOJBHBIX C ATOU mMaroiorueil. B neueHun 3acToiHON cepledHON HETOCTATOYHOCTH MPUMEHSIOT
Hapsily C  KJIACCHYECKMM  TOJIXOJOM  (IUNOKCHMH, MOYErOHHbIe TmpemapaTsl) Oera-
aIpeHOOIOKATOPEI, YIIyYIIaromue pacciableHne Muokapia Ha (OHE YPEXKEeHHS pUTMa |
YIUTMHEHUS IUACTONBI. Tak KaK 3TH CHMIITOMBI OOBIYHO MOIBEPraloTCsi 00paTHOMY pa3BUTHIO HA
¢dboHe MPOTHO3UPYEMOT0 perpecca Omyxoiu, HHTEPBEHIIMOHHOE JICYeHHE OOBIYHO OTKIJIA/IbIBAIOT.
Xupypruyeckoe JiedeHHe JIeTell B 3TOM BO3pacTe MPOBOAMUTCS YPE3BBIYAHO PEIKO, B CIydasx
KPUTHYECKONH OOCTPYKLMM WU IPU KIMHUYECKU TSDKENBIX HapyIICHHUSX pUTMa cepila, He
NOAJAIOIINXCSA MEAUKAMEHTO3HON KOPPEKLIUU.

Ecaim  cuMnromMatMka HE  HOCUT  JIpamMaTHUeCKUW  XapakTep U MOJAAeTCs
MEIMKaMEHTO3HOM KOpPPEKLHHU, TO OOBIYHO MPOUCXOJUT YIYULIEHHE COCTOSIHUS WJIM IOJHOE
BOCCTAHOBJIEHHE (YHKIMU ceplua Ha (OHE perpeccuH OIyXOJH M OTHOCUTEIBHOIO pocTa
cepaua.

4. JleueHue aHrI/IOd)I/I6DOM JIMIId PEKOMCHAYCTCSA HAaUYWMHATHh B HOAPOCTKOBOM BO3pACTC

METO/IOM JIa3€pOTEPAIHH.

X1. AITOPUTM JJEMCTBUH
1.1  Anzopumm deiicmeuit npu nooo3penuu Ha myoepo3Hblii CK1epo3
JlnarHocTuueckue MPOLENyphl, KOTOpBIE PEKOMEHIYETCSl  TMPOBOJUTH TUTST
MOATBCPKACHUS AUArHo3a TC, a TAKXKEC IJId ITOJHOI'O MPEACTABICHUA O CTCIICHU BBIPAXKCHHOCTH
3a0071eBaHUS:
1) [TonmHBIA OCMOTP KOKHBIX TOKPOBOB - HEOOXOAUM JJisi BBISIBICHUS KOMXKHBIX

IMPU3HAKOB 3a00JIeBaHUsS U JanbHEUIero JIUHAMHYECKOIO Ha6J'IIOIleHI/I$I 3a HHUMM.
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['MmonurMeHTHbIe MATHA, KaK MPaBUIIO, XOPOIIO BUIHBI HEBOOPYKEHHBIM TiazoM. OJHAaKO B
OTJICIBHBIX CIydasX 3aMETUTh MX HEBO3MOXHO. [Ipu momospennn Ha TC s BU3yanuzanuu
TUIONUTMEHTHBIX MATEH PEKOMEHyeTcsi MpHUMEHEHHue JiaMiibl Byna, KkoTopasi u3jiydaer my4dyoK
cBeTa JUIMHOM BOJHBI 360 HM, CENIEKTHUBHO aOCOpPOMPYIOMIETOCs METaHMHOBBIMH KIIETKaMU
KoH. [1ox cBeTOM 3TOM JIaMIIbl 310pOBasi KOXka BBIMISAUT TYCKJIOW, @ YYaCTKUA KOXKHU, UMEIOLIUE
neUIUT MeTTaHUHA, IPKO CBETSITCS.

2) MPT  romoBHOro Mo3ra — TIO3BOJSIET  BBIIBUTH  TyOepel, COI'A,
cyOsneHarMalbHbIe Y37l U HapylleHUs B 0eJI0M BelllecTBe rojJoBHOro mosra. [Ipu nogo3penun
Ha Kanbludukanuio Tyoepos npooautcs KT romosHoro mosra.

3) O0I' - 00s3aTeNIbHO MPOBOAMUTCS NPU HATUYUU SMHUICITUYECKUX CYAOPOT Y
MalUeHTa WIM MPU TMPEHATAIHHOM BBISIBJICHUN PA0JOMHOMBI Cepllla y HOBOPOXKICHHBIX C
LEJIbI0 HE MPOITYCTUTh SMUJICITUYECKYIO aKTUBHOCTD; 10 MTOKA3aHUSAM [IPOBOAUTCS MOHUTOPUHT
O0I" cHa. Ilpu neGrore smumiencuu B Bo3pacTe 10 1 rojga pekoMmeHayercs mpoBoauTh DI -
BUJICOMOHUTOPHHT.

4) Y31 opraHoB OPrOIIHOM MMOJOCTH U MOYEK — JUISI UCKITFOUSHUS aHTUMHUOJIUTIOM U
MOJIMKUCTO3a TIOYEK, a TAK)Ke raMapTOM IMEYEHHU U MOKETYJOYHOM kKene3bl. B cOMHUTENbHBIX
caydasx - MPT nouek;

5) OKTI u Dx0-KI' - mist oOHapykeHHs] pabJIOMHOM cepala U HapylIeHUH puTMa
cep/a, 00yCIOBICHHBIX UX HATHYUEM,

6) Heiiponicuxonoruueckue TECThl Ji OICHKH PEYEBOTO U HHTEIIEKTYalbHOTO
pa3BuUTHA peOCHKa,

7)  MonexkynsapHas OHArHOCTHKA - TEHETHYECKOE TECTUPOBAHUE IO3BOJISIET
OTIPE/ICITUTh KOHKPETHYIO MYTAIUIO, KOTOpas MpHBEJa K PAa3BUTHIO OOJIC3HH, YTO TOMOTAET
OTIpEeIeNIUTh MPOTHO3 TeueHus: OONE3HU U PUCK pa3BUTHUs BO3MOXKHBIX ocnoxknenud TC. JIHK-
HCCJIETIOBAaHKE MOATBEPKAAET TUATHO3 «TYOEpO3HOTO CKJIepo3ay» y MalMeHTa U ero poaAuTese u
MO3BOJIICT  ONPEJACTUTh CHOPATUYCCKHA WM HACJICJACTBEHHBIA XapakTep 3a00JIeBaHUS.
Omnpenenennas marojoruueckas Mmyranust uaeatudumupyercs y 80-85% manuentos. B 15-20%
BCEX CIIy4aeB XapaKTepHbIC MYTAIlMH MOTYT HE BBISBIATHCS Jla)Ke MPU HECOMHEHHOM JTUArHo3e
TC (tabn.1 u 2).

Tabnuma 1. I'enbl TyOEpO3HOTO CKIIEpO3a: OOIINE CBEACHUS U CIIEKTP MyTaIlil

XapakTepHucTuka TSC1 TSC2
Mecto Ha XpoMOocoMe 9934 16p13.3
Pa3mep rena 55 kb 44 kb
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KomnaecTBo 5K30HOB

Pasmep Tpanckpunra

benok

Pasmep Oenka

YacrtoTa BBISBISEMOCTH MyTaLUl

Pacnonoxxenue myrannii

Tun myranui

23 (21 xoxupyroImii)
8,6 kb (4,5 kb 3" UTR)
T'amapTun

1164 aMHUHOKHMCIOTEI
(130 kD)

12-19%

Ilo Bcemy reny.
HexoTopble rpynnamu, HO «rOpsYMX
TOYEK» HET.

WNuaktuBupytomas wmytanus. [loutu
BCC HOHCCHC-MYTAI[MH CO CABHUTOM
PaMKH CUUTBHIBAHUS.

Myrtanuu caiiTa criaiicusra.

42 (41 xopupyromuii)
5,4 kb
TyGepun

1870 aMHHOKHCIIOT
(180 kD)

65-70%

Ilo Bcemy reny.
HexoTtoppie  rpymnmamu, HO
«rOpsTYMX TOYEK» HET.

WHakTuBHpyOmue  MyTanuu
BCEX THIIOB, BKIFOUast OOJbIINE
MHCCEHC-MYTaIIH.

Heneunn u BHYTpU paMKu

Heckonbko TMMOBTOPHBIX MyTaHHﬁ. CUHUTHIBAHUA, npu HaJIM4YUHU
nepectpoiiku coceanero PKD1
reHa.

Heckonbko

MyTaLUK.

TMMOBTOPHBIX

Tabnuna 2. Coctostaue npoosems! JJTHK-auarnoctuku Ty0epo3HOro ckieposa.

T'en % TC, MeTtox TeCTUPOBAHUSA Yacrora MmyTanuii B rene
00yCJIOBJICHHBIN Cemeiinble Crnopaanyeckue
MYTAIUSIMA B 3TOM cayJau cayJau
rene’
TSC1 ~19% CexBeHUpOBaHUE ~30% ~15%
ToHCK Jenemuii /Ly Kamui’ 0 ~0.5%
TSC2 ~60% CekBeHUPOBaHKE 50% ~60%-70%
[Nownck nenennii /myIUTAKAIIA ~0.5% ~5%

WuTepniperanust pe3ylbTaTOB CEKBEHHUPOBAHUS MOXKET MPEICTaBISATh CEPhE3HBIE
TPYAHOCTH, KOrja OOHapyXuBaroTcsid u3MeHeHus nocienoBarenbHoctd JIHK, kimmHMueckoe
3HaUYEHUE KOTOPBIX HEM3BECTHO. B Takoll cuTyaluu, €Ciii Mbl UMEEM JIEJ0 CO CIIOPATIUYECKUM
ciydaeMm, MoxeT nomoub aHanu3 JIHK 3mopoBbix ponuteneif. Ecium 310 u3menenue Oynet
OOHapyK€HO y OJHOr0 U3 pPOAWUTENEH, TO MOKHO JyMaTb, 4TO 3TO HOIUMOP(HU3M, HE
acCOLMUPOBAaHHBIN ¢ maTtojorueil. Ecim oOHapyX uBaroTCs HM3MEHEHHs IOCIEA0BaTEIbHOCTH
JHK, xnuHuYeckoe 3Hau€HHE KOTOPBIX HEU3BECTHO B ceMmeiiHoMm cimydae TC, HeoOXoanmo
uccnenoBatsh JJHK G0ibHBIX M 30pOBBIX POJCTBEHHUKOB, YTO IMO3BOJIUT ONPEAETUTh XapaKkTep
u3menenuit JIHK (monumopdusm, He accounnpoBaHHbIN ¢ 3a00JIeBaHUEM WM MATOJOTUYECKas
MyTalus).

Ecnmu  xapakTepHble MyTalMd HE OOHapYXEHBI,

a KIMHHYCCKHUX HpOSIBJ'ICHI/Iﬁ

HEAOCTATOYHO IJId «HCCOMHCHHOI'O)» IHAar”Ho3a TY6Cp03HOFO CKJICPO34d, IMOKAa3aHO CKEroaHoc
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JUHAMUYeCcKoe HaOII0/IeHUE 32 BO3MOYKHBIM MOSBICHUEM CHUMIITOMOB B JalbHEHIIeM (MHOTHE
U3 HUX MMEIOT BO3pPAcT 3aBUCHMBIN Xapaktep). B To ke BpeMs HEOOXOAMMO OTMETUTH, UTO
orcyrctBue mytanmuu B TeHax [SCl m TSC2 mo pesynapraTaM MYTallMOHHOTO aHAlU3a HE
uckiovaroT Hannuue TC.

IIpenaranpHas nuarsoctuka TC:

. HEMHBa3MBHAsi — MPOBOJAUTCA ¢ nomouibio Y3W muona B onpeaesieHHbIe

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

. WHBa3UBHAasi — BKJIIOYAET B ce0s1 OMOINCUIO0 BOPCUH XOPHOHA, KOPJIOLIEHTE3

(IyHKLMIO BEHBI MTYIOBUHBI TUI0/[a), aMHUOLIEHTE3 — MYHKIUI0 aMHUOTUYECKOM MOJIOCTH

u J1p.

Ecmu myramus rena TSC y OompHOro poauTeds M3BECTHA, B IEPBOM TPHUMECTpE
acmupalrs BOPCHH XOPHUOHA C TOCIEAYIOUIMM MOJIEKYJISPHO-TEHETHUYECKHM HCCIeIOBaHUEM
MpeJICTaBIsIeTCs HeIIOX0l anbTepHaTHBO. Ecnu 3T0 He mpencTaBnsercs BO3MOXHBIM, IX0KIT®
cepAama 1mioga W oOHapyKeHHEe pPa0JOMHOM MOXET YTOYHUTH NOPAKEHHE IUI0Aa, HO
HOpMaJIbHbIE ITOKA3aHMs 3TOTO MCCIIEJOBAaHUS HE UCKIIOYAIOT quarHo3. CeepxckopoctHass MPT
MOKET OOHApYXHUTh IMaTOJIOTUIO B TOJOBHOM MO3re Iioja paHee 21 Hemenw recTaluu, HO
HEJOCTAaTOYHOCTh M3y4YeHUs! 00YCIaBIMBAETCS YYBCTBUTEIBHOCTHIO U CHEHU(PUIHOCTHIO 3TOTO
JUArHOCTHUYECKOI0 OX0a.

[IpenatanpHast muarHoctuka TC mpoOBOIUTCS B CIydasiX BBIABICHHS OOJNBHBIX (MM
0eCCUMNITOMHBIX/MaJIOCUMIITOMHBIX HOCHUTEJIEH MaToJIOTMYecKoro reHa) poauteneit. s stoi
nenu BoiessitoT JIHK u3 deranbHbIX KIIETOK, MOIyYEHHBIX C TOMOIIBI0 aMHUOLIEHTE3a OOBIYHO
Ha 15 — 18 Hexemsx recrauuu, WM KieTok xopuona (chorionic villus sampling — CVS, anrin.),
nosydeHHbIX Ha 10 — 12 Henmene rectanuu. DTo MO3BOJISIET JOKAIN30BaTh MyTaiuio reHa TSC y
10/a.

1.2  Anzopumm deiicmeuii npu noomeep icoeHHOM OuazHo3e myoepo3IHo2o cKiepo3a

1. [Toxxn3HeHHOe HaOMIOJIeHNE MYJIbTHAUCHUIIIMHAPHON KOMAHJbl CHEIHAUCTOB
(MEIUIMHCKUN TEHETUK, HEBPOJIor, HedpoJor, yposor, OHKOJIOT, MYJIbMOHOJOL, KapIuoJIorT,
jgoromnen, o¢pTaabMoJor, Ae(eKToNIor, MCUXOJIOT, MCUXUATp, HEHpOXUpypr, AEpMaroyior) ¢
0cOObIM BHHUMaHMEM K JKHM3HeyrpoxawoomuMm ocinoxHeHussMm TC  (mporpeccupytomas
ruaporedanus, SMWICTTHYECKUI CTaTyc, TOYeyHast HeJJOCTATOYHOCTh U KPOBOTCUCHHS B ITOYKH,
JpIXaTellbHas HEIOCTaTOYHOCTh). CHHCOK HEOOXOJUMBIX CIEHUAINCTOB MOMKET MEHSATbCS B
3aBHCHUMOCTH OT BBISIBJICHHBIX CUMITOMOB. TakK, MOSIBICHHE JKEITYI0YHO-KUIIEYHBIX CHUMITOMOB

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

3. MPT rosoBHOro Mo3ra B nuHamuke — 1 pa3 B 2-3 roja, e€civ HET NMPHU3HAKOB
COT'A; npu nammuuu COI'A nposenenue MPT pexkomenayercss 1 pa3 B ron;  mOpu
3a(UKCUPOBAaHHOM pocTe omyxonmu — 1 pa3 B 6 Mecsues. llpu BeusiBienuun COI'A, MPT
UCCIIEIOBaHUE TIPOBOJIUTCS C BBEIEHHEM KOHTPACTHOTO BemiecTBa. TpeboBaHMs K MPOBEICHUIO
MPT-uccaenoBanus: MOIMHOCTE MAarHUTHOTO Ioist - He MeHee 1,5 Tecna; o0s3arensro: T1 u
T2-3Bemennbie u3obpaxenus (TBU1, TBU2), uzoOpakeHus MONMydEHHBIE C IOJaBICHUEM
MPT-curnana ot Bojsl - FLAIR).

Ilocne pocTmxkeHuss mnauMeHToM Bo3pacta 30 JeT yrpo3bl pa3BUTHSL OIYXOJU HE
ormeueHo. Ecmu B aunamuke no nanHeiM MPT, ormewaercs mnporpeccupoBanue COI'A
(yBenuueHue ee o0bema), AaKe B OTCYTCTBUM CHMIITOMOB BHYTPHUYEPEITHOM THIEPTCH3UU —
KOHCYJIbTAIMsI HEHpOXHUpYypra W pelieHre BOMpoca O HEOOXOAMMOCTH HEHpOXUPYPTUUYECKOTO
BMelIaTeabcTBa. [Ipy HEBO3MOKHOCTH IPOBEACHUS HEHPOXUPYPrHUECKOI0 BMEIIATENbCTBA IIPU
nporpeccupoBanuu COI'A - Ha3HaueHHUE IBEPOIUMYCA.

AdroputM BbIOOpa MEXAYy HEHPOXHPYPrHUECKHMM BMEIIATEIHCTBOM M Ha3HAUYCHUE
3BEpOJIMMYca PECTaBICH Ha puc.4.

Puc.4. Aunroputm BbIOOpa MeXAy HEHPOXUPYPrUYECKHMM BMEUIATEIbCTBOM U
Ha3Ha4YCHWEM 3BeposinMyca y manueHToB ¢ COI'A, 00yCIOBIEHHBIX TyOEpPO3HBIM CKIEPO30M

(Moavero R. coasr., 2011; Beaumont T.L.u coasr., 2012; Jozwiak S., u coasr., 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 Bo3pacra marueHTa nokasaso nposeaenue ¥Y3U nouek 1 pa3 B roj.

Hanee, mpu OTCYTCTBUM MATOJOTMU B Toukax, Y3 mnpoBoasTcs kaxnaple 2 roja, a HpH
BBISIBIICHUHA aHTHOMUOJIUIIOM WJIM KUCT - 1 pa3 B roa. B mexaynaponnoi npaktuke ¥Y3U gacto
3amensiercd Ha MPT nouek (1 pa3 B 1-2 rona). IIpu 6sicTpoM pocte MHOKeCTBeHHBIX AMIJI 1
MOJIMKUCTO3€ — HEOOXOIUM KOHTpOib (yHKIMH nouek, umepenue AJl. Ilpu BbIsABICHHU
apTepHaJIbHON TUIMEPTOHUU PEKOMEHJIOBAH IOCTOSHHBIA IPUEM TUIOTEH3UBHBIX CPEJICTB,
MIOCUHAPOMHAs  TE€paluy XPOHMYECKOM ITOYEYHOM HEIOCTaTOYHOCTH, a B JaJbHEHIIEM -
XPOHUYECKHIM TeMOAMaNu3 M TpaHCIUIAHTaUuMu Modku. [Ipu pucke pa3BUTHS NOYEYHOIO
KPOBOTEUEHHMsT — 5SMOOJM3alMs COCyloB HauOojee KpynmHOM aHruomosiounomsl. Ilpu

MHOKECTBEHHBIX aHTHOMHOJUIIOMAX W TPOTPECCHPOBAHUM TIporiecca (HapacTaHue oObema

AHTUOMHOJIUIIOM, YBEJIMYEHHE WX 4Yucla — Ha3HadeHue osBeposumyca (I ypoBeHb
JI0Ka3aTeIbHOCTH).
5. VY nereit ¢ mnposBienusmu TC B paHHEM JETCTBE - OIIEHKA MMO3HABATEIHHBIX

dbyHKui 1 moBeaeHus (B 1 roj, 2 roja, B IOMKOJILHOM Bo3pacte, B 9-12 ner, B 13-16 jer, u Bo
B3pocioM Bospacte). [locie MOATBEPKIACHUS IUArHo3a «TyOEpO3HBIA CKIIEPO3» B JICTCKOM
BO3pacTe 00s3aTeNICH TOCTOSTHHBIA KOHTPOJIb 32 HEUPOTICUXOJIOTHUYECKUM M MHTEIICKTYaIbHBIM
pa3ButueM pebeHka. [Ipu BBISIBIEHUN peUYEeBBIX HAPYIICHUH, HAPYIICHUN TOBEIEHUS (CHHIPOM

I[e(bI/II_II/ITa BHHUMAHHUA H I‘I/IHepaKTI/IBHOCTI/I), ayTusMa " yMCTBCHHOﬁ OTCTAJIOCTH IIOKa3aHa
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peadminTanMs y CIHEIUATUCTOB, COOTBETCTBYIOIIMX TNPO(GUII0 BBIABICHHBIX HapyIICHUN
(Jioromen, mcUXUaTp u T.1.).

6. IIpu  pasBuTuM  snwiaencud B J0OOM  BO3pacTe  —  ajieKBaTHas
aHTUAIWIENTUYECKasl Tepalus, COINIaCHO MEXAyHapoJIHbIM cTaHiapram. [Ipu pe3aucTeHTHOM
TEYEHUH OIWICTICUM CYIIECTBYEeT BO3MOXKHOCTh XHUPYPIMUYECKOrO yAaJeHus TyoOepa,
UMIUIAHTAllMU CTHUMYJsTOpa Onyxnaatomero Hepa u keroreHHod muersl (11 m 1l ypoBHH
nokazarenbHocTH). Ilpu pa3BuUTHHM WHOGAHTUIBHBIX CIA3MOB IIpenapaToM MEpBOi odepenu
BBIOOpA MO JKU3HEHHBIM ITOKa3aHWsM siBisiercss Burabarpud (I ypoBeHb nokaszaTenbHOCTH). Y
peGeHKa MepBOro roja >KU3HU C CHUMITOMaMU TyOEpO3HOro CKJepo3a, HO HE CTPaAaroLIero
SNUJICTICUEH, KelaTteabHo vactoe mposeaeHue D3I (1 pa3 B 1-2 Mmecsdiua) s BO3MOXKHOTO
npoUIAKTUYECKOr0  Ha3HAYEHHUsS  AHTUANWIENTUYECKOM  Tepanuu (IV  ypoBeHb
JI0Ka3aTelbHOCTH).

7. Yacroty moBropHbix Ix0-9C u DKI' onpenensier kapauosnor (Puc.5).

Puc.5. AnroputMm HaOdrofeHHs JeTel ¢ TOJO3PEHHEM WM IOJITBEPKICHHBIM

TyOEpO3HBIM CKJIEPO30M.

PyruHHasi npeHaTanbHAas AUATHOCTUKA (21-22 Heaesst recTanum)

ITpu BoIsiBNEHUM onyxoinu - Y3U-cepaua minona 1 pa3 B 2-4 nenenu!

KonTponb cepreuHoro purma (BbISIBICHUE apUTMUHU, OJIOKAAbl, TAXUKAPIUN)

Oxokapauorpagusi B TEpUOJEC HOBOPOXKIECHHOCTH (+ BECh KOMIUIEKC HCCIEIOBaHUM s

BepU(pUKAIIUU AUArHO3)

beccumnmomnasn paboomuoma: Cumnmomnan padoomuoma:

OKTI - 1 pa3 Brox OKTI -1 pa3Broa

9x0-KI' - mo mokazaHusIM Ox0-KI" - 1 pa3 Brog

Ox0-KI'B 7 u 12-13ner XO0ATEpOBCKOE MOHUTOPUPOBaHUE - | pa3 B rofg

Y He3HaYHTEeNbHOM YacTH MAlMeHTOB HeoOxoaumo mnposeneHne MPT wuccrnemoBaHus
cepaua. [Io noka3aHusM MPOBOAUTCS Ha3HAYEHUE AHTUAPUTMUUYECKUX TPENAPATOB U KOPPEKLUS
CepAEYHON HETOCTATOYHOCTH.

8. B npucyrcTBUM CHMIITOMOB ABIXATENbHBIX HAPYLIEHUN i1 UcKirodyeHus JIAM
(mumdanrroneiioMmuomaTo3a JeTkux), mokazaHo mpoBeaeHue KT Beicokoro paspemnieHus
(KTBP). ¥V B3pocCnbIX NAMEHTOB B JUArHOCTUKE TAKXKe HCIONB3YeTCS OWOICUS JETKUX H
OKCTPAMYJIbMOHANBHBIX JUM$aTiHdeckux y370B. Crennduueckoro jedeHus He CYIIECTBYET.

Ectb otnenpHbie kmuHMYeckne HaOmonenus (IV ypoBenp mokazarempHocTH — Sampson J.R.,
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2009; Bissler JJ. u coast., 2013), cBuuerenbcTBytomue 00 3()(EKTHBHOCTH MPUMEHEHHS

ABEPOJIMMYCA y JAHHON KaTeropuu MaiueHTOB.
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