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Beegenune

B knuHuveckoil kapTuHe TyOepo3HOro ckiepo3a JAOMHHHUPYET NOpakeHWe HEPBHOW
cucTembl: npuctymnbl cygaopor (80 — 92 % OonbHBIX), yMCTBeHHast orcranocts (48 %
O0NbHBLIX), HaApyILUeHHs TMOBEJAEHMs, M3MEHEHHSl B LMUKIE «COH — 0O0/pCTBOBAHHEY.
DnuenTHYecKue NapoKCH3Mbl XapaKTePU3YIOTCSI PE3UCTEHTHOCTBIO K ITPOTUBOCY IOPOKHOH
Teparnuu, MOTYT TMPUBOUTH K HapYILIEHWSIM WHTEIIeKTa W MOBEICHHS], SBISACH OJJHOM U3
IJIABHBIX TIPUYWUH WHBAIUIHOCTH.

K dakropam, orpenenstonmM pe3ucTeHTHOCTh K MPOTHBOCYIOPOKHON Teparivu,
OTHOCAT: Ae0OIT B BO3pacTe /10 | rojaa, HajlMuuMe HeCKONIBKUX TUMOB [PUCTYIIOB, BBICOKYHO
YaCTOTYy TPUCTYNOB, W3MEHEHHE XapakTepa I[IPUCTYIIOB € TeueHueM 3aboseBaHMs.
VYMCTBEHHas OTCTAIOCTh PU TyOEPO3HOM CKIIEPO3€ BAPLUPYET OT YMEPEHHOM /10 ITyOO0KOH
creneHd. OaHa U3 OCHOBHBIX MPHUYMH €€ Pa3BUTUsS — CYJOPOrd, BO3HUKIIKE HA MEPBOM
rogy OKku3HH. V3MeHeHMs MOBeleHUs! TPOSBISIOTCS AyTHU3MOM, TMIEPAKTUBHOCTBIO,
arpecCUBHOCTBIO.  PE3UCTEHTHOCTH K MPOBOJMMOM — Teparuu  TpedyeT HasHa4yeHus

. " i
KOMOWHUPOBAHHOM [TPOTUBOCYI0POMKHOMN Teparuu.

' Bopmorosa, E. B. TyGeposHbiii ckiepos: 0630p MTepaTyphl H cOBCTREHHOE Kaunuueckoe Habmonenwe / E. B, Bopmorosa, H. H.
Kownoriko, JI. C. Xanuenkosa // 3noposbe pebenka. —2013. - No 2. - C. 138 - 142,
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[onsiTHe H reHeTHYECKHE ACTIeKThl TYOePO3HOI0 CK/Iepo3a

TybGeposubiii  cknepo3 (Gone3ns bypueBwins-Ilpunria) -  HacieICTBEHHOE
3abosieBaHUE U3 IPyMNIbl (PAKOMATO30B, XapaKTepu3ylollieecss CUCTEMHBIM TTOPa)KeHHEM
HEPBHOM CHUCTEMbI, KOXM, BHYTPEHHMX OpPraHOB, OPraHOB 3pEHUs, KOCTHOM M
IHJOKPUHHOI CUCTEMBI M CBSi3aHHOE C HapylleHMeM Mpojmdepaluu, MUrpalund u
muddepeHIMamy KIeToK Helipormum.”

PacripoctpaneHHocTb TyOepo3Horo ckiieposa B nomyssiuu coctasisier 1 : 10 000 (y
HoBopokAeHHbIX — 1 : 6000). Ormeuaercs nBa BapuaHtTa nopaxeHus reHos. [lepsbiii
BapMaHT TyOEpO3HOIo CKIepo3a pa3BHUBaeTCs NMPH MyTalMKW TeHa, PAclojIoKEeHHOro B
xpomocome 9q34 —— B yyacTke 34 JUIMHHOrO [Uieua XpoMocoMbl 9 (TyOepo3Hbli ckiiepos 1-
ro tuna — TSC1, koaupyer Genok ramaptuH, oTKpbIT B 1987 rojy), BTopoii — B CBSI3H ¢
MyTalMeHd Apyroro reHa Ha xpomocome 16pl3 — B ydactke 13 KopoTKOro rweua
XxpoMocombl 16 (TyGeposublii cknepos 2-ro tuna — TSC2, komupyer Oeliok TyOepHH,
OTKpPBIT B 1992 romy).

['ensr TSCI u TSC2 B HOopMe SIBISIFOTCSI €CTECTBEHHBIMU F€HAMKU — CYyTIpeccopaMu
onyxoneBoro pocta. benkossie npomyxter reroB TSC1 u TSC2, ramaptun u TyOepuH,
00pa3yloT rerepojiMMep, CrocoOHbI MHIHOMPOBATH  OMOCPE/IOBAHHBIN  KOMILIEKCOM
mTORCI (mammalian Target of Rapamycin Complex 1) curnanbhblii kackan. Mexanusm
naroreneza TC cocrour B mytaumsx B reHax TCS1 u TSC2 ¢ norepeit ux (yHKIMH U
CBA3AHHOM C MyTaUMsMHM Marosoruyeckoit axtupauuend kuHasel mTOR. B pesynsrate
MPOUCXOAUT AKTUBALMA MyTH cUrHaibHOW nepenaun PI3K/AktymTOR.

JlanHblii Kackaz sIBISIETCS KJIIOUYEBBIM PEryJISITOPOM POCTa W MPoiudepalny KIETOK.
O axTuBMpyeTcsi B OTBET Ha TOCTYIUICHME ITMTAaTe/IbHBIX BEILEeCTB M (PaKTOPOB pPOCTa,
peryJiupyst psiji KINeTOUHbIX (QYHKIMEA, TAKMX KaK TPAHCISLMAS, TPAHCKPHIILIUS U ayTo(arksi.
['mnepaktuBaims kackama mTORCI, Beaylias K yCWIEHHIO KICTOUHOM MponudepainH,
CUMTAETCH BaKHBIM 3BEHOM 3J10Ka4eCTBEHHOH TpaHc(opMaumu. B kierkax ¢ myrtaimen
TSCI n TSC2 nanHblii CUTHANBHBIN MyTh NOCTOSHHO «BKJIIOYEH». DTOT MMyTh CHTHAIBHOM

TPAHCAYKLUHU SBISETCS KIIOYEBbIM 3BEHOM MaroreHesa TybeposHoro ckieposa. OnHa w3

*Terpyxun, A. C. Jlerckas Hesponorus: 8 2-x T. / A, C. [Terpyxun. - M. : T9OTAP-Menna, 2012. - 560 ¢. -2 T.



mytammii  TSCI n TSC2 comepxutcs BO Beex KieTkax opranusma. B knertke
pOJIOHAYAILHULIE OMYXOJIEBOr0 KIOHA TIPOUCXOIUT MHAKTHBALMS BTOPO, HE 3aTPOHYTOM
HACJIEICTBEHHON MyTauuel auiend. M3BecTHO, YTO MyTalusi BbILLIENEPEYUCIEHHBIX T€HOB
SBIISIETCS OCHOBOW JUIS Pa3sBUTHA B MO3re TIMIEPIUIACTMYECKMX ITPOLECCOB B CBA3M CO
CHW)KEHUEM CHuHTe3a OelKOB ramaptuHa M TyOepuHa, KOTOpble B HOpPME [10JIaBlsOT
OMyXOIIeBbII POCT B OpraHW3Me M HEIOCTaTOYHO BbIpabATHIBAIOTCS Yy OONBHBIX C
TyOepo3HbIM ckiepo3oMm. [losmopranHocTs TyO0epo3HOro ckiiepo3a BCTpedaeTest Torza, Korja
4acThb KJIETOK OpraHu3Ma naiuenTa coaeput mytaiuu B reHax TSC1 wnu TSC2.
[TaupmenTsl ¢ MO3aWYHBIM TEHOTHIIOM MOTYT MMETh TMOJHBIA CIEKTP CHMIITOMOB
TyOeposHoro ckieposza. CymiecTBYIOT MCC/A@IOBaHHS MO CPABHEHUIO CHOPAIMYeCcKHX
ciygaeB mytaiud B rede TSCl u cnopagumveckux ciydaeB mytanuu B rene TSC2. B
YaCTHOCTH, B TOCIGHEM Ccllydae OTMedasiach TeHJEeHIMs K Oonee rpybomy ¢enoruny ¢
BBICOKOH 4acTOTOM YMCTBEHHOH OTCTAJOCTM W CYAOpor, Oolsiee pacrpocTpaHEHHLIM
nopakeHuem noyvex 1 0osnee BbIpakeHHbIMU aHrHopuOpomamu Ha sinue. C Apyroi CropoHbl,
HEKOTOpble MMCcCeHC-MyTauuu B reHe TSC2 MoryT nepemaBaTthCsi M acCOLMMPOBATBCS C

YMEPEHHOU KITMHUYECKOU KapTHHOM 3a00/1eBaHUSI.

" Ertymenro, C. K. Tybeposubiii ckiiepos Kak MeKIUCLMIUTMHAPHAS Npodiiema B HeliponeHaTpiuu (HayuHsii 0030p W IMYHbIE
wabmonenus) / C. K. Esryienko, [, A. larapa // MexayHapoiblit HeBposoruueckuii sypran. —2015. - No 6. — C. 1222,
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Kiaunnyeckas KapTHHa

ManugectHbie CUMNTOMBI [IPH TYOEPOZHOM CKIIEPO3€ OTIMYAKTCS BbIPAXKEHHBIM
MOJIMMOP(U3IMOM M BO3PACT-3aBUCUMBIM JI€0IOTOM.

M3menenus KOXKU U ee npou3BoaHbIX BerpeyatotTes B 100% cnyuaes:
» ['unonurmeHTupoBaHHbie nsarHa. Yucno nsren kosedbnercs ot 3-4 o 100 u Gosee.
Onu pacnonaratorest M y3HO, ACHMMETPHIHO, TOSBIFIOTCS ¢ POXKACHUS UK B Dosee
no3aHeM BoO3pacTe, OOoablIeH YacTblo B nepBble 3 roja xu3uu. Coaepkar KIETKH CO
CHWKEHHBIM COJIepKaHWeM MenaHuHa. Jlinsg JAMarHOCTUKM TUIONWIMEHTHPOBAaHHbIX
MATEH TOKAa3aHO MCCle/IoBaHue ¢ MpUMEHeHHeM naMilbl Byjaa - y4acTKH KOXH €O
CHWKEHHBIM COJIepKaHHeM MeJaHWHA TIPH OCBELICHMM IJIaMIOi SpKO CBETATCS 10
CPaBHEHMIO € TYCKIIOHM 310pOBOM KOXei. Enie 0HUM SPKUM KIIMHUYECKHM CHMITTOMOM
3a00J1eBaHUs ABISIOTCS JENUTMEHTUPOBAHHBIC BOJIOCHI, OPOBU U PECHULIbI.
 ['unepnurmeHTHPOBaHHbBIE NISITHA 1[BeTA «KO(e ¢ MOJIOKOM» BeTpeuatoTes pexe. OHu
MMEIOT OBAJIbHYIO WJIM OKPYTyro (hopmy, pa3Mepsl B nipezienax 1-5 oM, 4ucsio nsTeH He
npeBbILIaeT 5.
* AneHoma cajibHbIX kene3 (anrnoduOpoma sinia) yaile noseasercs B Bozpacte 3-11
neT, B cperHeM B 4-7 net. BHewnuit B aHruoudpomM HallOMUHAET MSTHA UK Y3€IIKK
¢ rnajkod Onecrduied  moBepXHOCThIO.  M3moOnenHbie  MecTa  JTOKaJM3alliK
aHTHO(MUOPOM - [ICHTP HOCOTYOHBIX CKIIAZ0K, KPBLIbs HOCA, 1EKH U N000PO/IOK.
* ®OuOpo3Hble ONSALIKM - MATOPHOMOHMYHBIA cuMITOM TyOepos3Horo ckieposa. Kak
MPaBUJI0, OHU PACIIONAraroTCs Ha A0y M BOJOCHCTOM HacTH rOJIOBbI yHWJIATEPATBHO,
NOSABASIIOTCS  Mo3ke aHruoduOpom. bisiliku MMeT pa3Hyl0 KOHCHCTEHLHUIO,
BBICTYIAIOT Ha/l NOBEPXHOCTHIO KOXKH, LLIEPOXOBATHIE HA OLLYIIb.
* YUacTKM «lIarpeHeBOd KOXu» OOBIYHO PacroioKeHbl aCUHMMETPUYHO Ha CITUHE B
MOSICHUYHOKPECTIIOBOM oT/ielie. VX pasmep - OT HECKONBKUX MHUATUMeTpoB 10 10 cM 1
ooutee. [IsTHaA crerka BbICTYNAIOT HAJ MOBEPXHOCTBIO KOXKH, UMEIOT KENTOKOPUYHEBYIO
WJIM PO30BYK) OKPACKy M BHEIIHE HAMOMWHAIOT CBHUHYIO KOXKY WM arejbCHHOBYIO
KOKYpY.
* OxostoHorreBbie (UOPOMBI MPEACTABISIOT COOOU TYCKIIble, KPACHBIE UIIH LIBETA KOXKH

Y3€JKH, pacnoJIOKEHHBIC Ha Iallblax HIIH ﬂa'repanbﬂoﬁ ITOBEPXHOCTHU HOI'TEBOIO JIOXKaA



10/l HOT'TEBOM MJIACTUHKOM. Yale BcTpevyaroTes Ha najbliaX CTOIbL, MPEUMYIIECTBEHHO
y JKeHIMH mocie mybeprara. Pasmep ¢ubpom Bapbupyer or | go 10 mMm. DTu
oOpa3oBaHs CKJIOHHBI K POCTY JlaXe Tocie yaaaeHusl.

I na3ubie cumnTomsl BoisBasitoTess  y  50% OosbebiX. YacTto BeTpeuaroTcs
ramapTombl cerdaTku (¢paxomsl). [To BHellHemMy Buay 3TH OIYXOIM pasjensioTcs Ha
KaJIbLIMHUPOBAHHbIE (CUMITOM «TYTOBOH SI0/bl») ¥ HeKalblIUHUPOBaHHbIE. DAKOMBI
pacrnojaratoTcs NnoBepX COCYJO0B CeTHaTKH, MO Kpaw JUCKa 3pUTEIbLHOIO HepBa M Ha
nepudepun. Jlpyrue u3MeHeHHs BKIHOYAIOT aHrHO(GUOPOMBbI BEK, ACMUIMEHTALMIO
pasy’KHOH OOOJIOYKM WJIM CETYaTKM IJa3za, aTUMHYHYI0 KOI0OOMYy, KarapakTy, OTeK
JUCKa 3PUTEILHOrO HepBa, aTpoHio 3pUTEIBHOTO HEepBa, BHITIAJCHHE MMOJICH 3pPEHMS
(PrOMOHMMHasI TEMWAHOINCHS, CKOTOMbI), HemapaaiuTH4Yeckoe Kocoriasue, napes VI
HEpPBa, KPOBOM3IUSHUS B CTEKJIOBHAHOE Teso. [ J1a3Hble CHMIITOMbBI MaHU(ECTUPYIOT B
nepBbie 2 roja HU3HMU.

Kapauanbusie cumntomsl. PabioMmuoma 4acTo nosiBisieTcsi BHyTpPUYTPOOHO UITH B
nepBble Mecsllbl #U3HW. OHa pacrojaraeTcss MHTpaMypaibHO WM Ipojadupyer B
MOJOCThb, CTAHOBUTCS  IPUYMHONW CMEPTH OT Ceple4YHOH  HeJ0CTATOYHOCTH.
Kapauonoruueckue  CUMNTOMBbI  BKJIIOYAKOT  HApyLIEHWs  CEpPAEYHOro  pUTMa
(TaxuKapausi, MUTpallus BOAUTENS PUTMa, aTPUOBEHTPUKYNspHas Oyokaaa, pa3sBUTHE
CHUHJIpOMa Bonbga-IlapkuHcona-Yaiira, (pubpuIsIIMS HKEITY10YKOB) §
COKpaTUTEILHONH (DYHKIMKM MHOKap/a Mpy MHTPAMypPaJbHOM PACMONOKEHUN OIYXOJH,
CepJIeYHYI0 HEI0CTATOUHOCTb BCJE/ACTBHE OOCTPYKLMH Kamep cepjla OIyXoJbio.
Pabnomuoma sBisercs noOpokayecTBEHHON onyxombio ((erasbHOM ramMapToMon),
YEeTKO OTrpaHWYeHHOH OT OoKpyxKarolux TkaHei. Ciyyau ManurHu3aluu HE OTHCaHBI.
Haubonee >(peKTUBHBIMU METOJaMM IUArHOCTUKK pabAOMMOM SABISIOTCS AByMEpHast
axokapauorpadus (Ixo-KI') u 6sicTprie pexumbl MP-uccneioBanus.

M3meHeHns BHYTPEHHMX OPraHOB BKIIIOYAIOT B ce0si aHTMOMUOJIUIIOMBI M KUCTBI
nouvex, MOYEYHO-KIICTOUHYIO KapLHHOMY, AUMGAHTHOMUOMATO3  JIETKUX,
AQHTMOMMOJIMITOMbl  HA/IMOYCYHUKOB, [EUYEHU, PEKTalbHblE MOJUNbL. XapaKTepHOH
OCOOEHHOCTBIO  ITUX  M3MEHEHWH  SBNSETCS WX  MHOXECTBEHHBIH  Xapakrep,

JIBYCTOPOHHEE MOpakeHUe NapHbIX OPraHoOB, JUIMTEIbHOE DECCUMNTOMHOE TEHEHHUE.
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KocTHO-CycTaBHble U3MEHEHHS! NPEJICTABISIOT CODOH y4acTKU CKJIEP03a U KHCThI
B Pa3/IMUHbIX KOCTSAX, MECTPYKUMH TJIOCKMX KOCTEH; PelKo BO3HUKAKOT OCTEOJIM3 U
0CTEOTIOPO3 NOSCHUYHOrO OT/Iej1a MO3BOHOYHUKA U IOJIOBOK O€/IPeHHBIX KOCTEH.

CUMITOMBL  OPAXEHUSI  HEPBHOW  CHCTEMbl BKIIOYAIOT  SIHUIIENTHYECKHE
[PUCTYTIBI, HAPYLIEHUE MOBEJCHMSI, 3aJepPKKYy MCUXUYECKOrO pasBUTHs, HapyLICHHUs
cHa. [lcuxuueckue HapylieHUs NpeAcTaABIECHbl  TUINEPAKTUBHOCTBI),  AyTH3MOM,
arpecCUBHOCTbIO. AYTHU3M  XapaKTepU3yeTCs HEBO3MOXKHOCTBIO BepOAIbHBIX U
HeBepOallbHbIX KOMMYHMKALMA, CTEPEOTUNMHBIMU [BHKEHUSMU W OTCYTCTBHEM
[lelIeHaNpaBIeHHON [eATeNbHOCTH. bospluag yacTe Ae€TeH ¢ ayTHU3MOM CTpajaer
UH(PAHTUIIbHBIMU CHIa3MaMK U TSHKEIOW CTCIICHBIO YMCTBEHHON OTCTANIOCTH. XapaKkTep
M BbIPAXKEHHOCTb MCUXHYECKUX HApYLIEHWH 3aBUCUT OT PacCIONONKEHHS U KOJIMYECTBA
KOpTUKalbHBIX TyOepcoB. Uem Oouibllie KOPTUKAIBHBIX TyOepcoB, TeM TsiKesiee CTENeHb
YMCTBEHHOH OTCTal0CTH W Oojiee pPe3UCTEHTHbI K NMPOTUBOANHICITHYECKOH Tepanuu
[PUCTYIIbL.

CyopoxkHbIe MPUCTYMBI BO3HUKAKOT Yy 92% nauuWeHToB ¢ TyOepo3HbIM
ckiiepo3oM. /leGroT npucTynoB NpuXoaMTes Yallle Ha MepBblid oJl JKU3HU, 0OCOOEHHO Ha
rnepBble Mecslibl. OCHOBHBIM THIIOM MPUINAJAKOB SBISIOTCS WH(MAHTHIbHbIE CIA3Mbl K
(dokabHble MOTOpPHbIE MPUCTYNbL. Bo3MoOKHA BTOpUYHAs I'eHepallu3allus [PUCTYIIOB,
COMpOBOXKAAlOUIasicss  MOTepedl  CO3HaHUsE U IeHepalli30BaHHBIMM  TOHMKO-
KIOHUYECKUMH cypoporamMu. Bo3MOXHO pa3sBUTHE NPUCTYNOB MO MNYTH «IIPOCTOH
MapuMaibHbld - CIOXKHBIM MapUHATbHBIN» MKW «IPOCTON MapUMaibHbIi - CIIOKHbIH
napuualbHblil - BTOPHYHO-TeHepaiu30BaHHbIA NpUcTyn». MH(aHTUIbHBIE CTIa3Mbl ITPH
TYOEpO3HOM CKJIepo3e BXOAST B CTPYKTYPY CHMIITOMAarHyeckoil (GOpMbl CHHAPOMA
Becra ¥ conpoBOXAAalOTCA BCEMM XapaKTEPHbIMU Il CUMIITOMATHKH OSMHJICICHH
NpU3HAKaAMK: 3a/IepiKKa NCHXOMOTOPHOrO pa3BUTHS 10 Ae0roTa MpUIajKoB, Haaudue
HECKOJIbKUX THUIOB NPUCTYNOB (MH(AHTUIBHBIE CcMa3Mbl, (OKalbHbIE TPUCTYIIbL,
BTOPUUHO-TE@HEPATHU30BAHHbIE  TPUCTYMbI),  CTPYKTYpHbIe  W3MEHEHHUs  MO3Ta,
BoisiBrisiemble nipu KT u/unu MPT ronoBHOro mosra, pe3ucTeHTHOCTb MPHCTYIMOB K
NPOTUBOIMUICNITUYECKON Tepanuu M HeOnaronpusiTHbld nporHos. MudanTuibHbie

CrasMbl HOCAT, KakK IpaBUIIO, aCHMMeTpPI'-IHI:Iﬁ XapakTep ¢ BOBJICHEHHUEM B MNPHUCTYII
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OJHOH 1OJIOBUHBI Tena. llapunanbHblii KOMIIOHEHT aCUMMETPUUYHBIX MH(AHTUIILHBIX
CIIa3MOB [Ipe/ICTaBjeH JeBUallieil rna3, rojloBbl, PUTMUUYECKUMH I[10OJEepPrHBaHHAIMH
ra3HbIX 010K, HACUIBCTBEHHON YIBIOKOH Ha NULe, KOTOPbIE MPEALIECTBYIOT Cra3my
WJIU COTIPOBOXKIAKOT €ro.

Hanuuue 3a1epiKKky pa3BUTHSL B COUETAHUM C KOKHBIMU M3MEHEHUSIMU SIBIISIETCS
MOKa3aHWeM JUIs [POBeNeHMs] HEeWpOoBU3yalM3alUMM I YTOYHEHHMS XapakTepa
MOBPEKACHNS FOJOBHOIO MO3ra U MNOCTAHOBKH [JMarHosa.

ODI'-natrepHbl TYOEpO3HOrO CKjIepo3a: FMICapUTMUs, NAaTTEPH «BCIIBIIIKA-
yrHeTeHue», mynbTudokanbHas snuientudopMHas akTUBHOCTb, IEHepalu30BaHHas
[IUK-BOJTHOBAS aKTUBHOCTH ¢ yacToToM 2-2,5 '

OcobeHHOCTH NMCUXUYECKOH cepbl. YMCTBEHHAs OTCTAI0CTh OT YMEPEHHOH JI0
riy0oKkoi creneHn ormevaercs B 48% ciydyaeB, HepeaKO CBs3aHA C HEKYITUPYEMbIMH
CyIOpOramMu Ha IepBOM rofy ’KU3HU. Takke BLIABIAIOTCA W30JIMpOBaHHAs 3alepiKKa
peyeBOro pa3BUTHs, ajanus ¥ MyTUsMm. AyTusm ormevaercss B 50% ciyuaes. Ilo
MHeHUt0 A. bonrtonna u JIx. I'pudurca, aytusm couertaercs ¢ TydepcaMu BHCOYHBIX

ﬂoneﬁﬂ

"Ilerpyxun, A. C. Jletckas weBposnorus: B 2-x 1. / A. C. [TeTpyxuu. - M. : [DOTAP-Menua, 2012. - 560 ¢. —2 1.
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JIHarHocTukAa

TouHas auarHocTuka TyOepo3HOro CKjiepo3a MMeeT OCHOBOIMOJIAraroulee 3HA4YeHHE
J15  OCYLLIECTBIGHMS  HAJUIeXkalllero  MeJMLMHCKOrO — HaOMIoAEHHst M JICHEHWSL.
Jlnarnoctuyeckre KpUTepun TyOSpO3HOIo ckieposa He OOHOBISUIIUCH B TeueHue 15 mer ¢
momeHTa nocienHero Kimnuueckoro Koucencyca B 1998 roay, u tonsko B 2012 roay
CormacutensHoli Komuccwe#, cocrtosiBiied w3 79 creunanuctoB w3 14 crpan, ObLid
KPUTHYECKW  NpoaHalu3upoBaHbl M nepecmorpenbl.  Cornacho  OOHOBJIEHHBIM
JMArHOCTHYECKUM KPUTEPUSAM MPU3HAKK TYOEepO3HOro CKiiepo3a MOXKHO Pa3/esiuTh Ha:
A. I'eneTHyeckue THATHOCTHYECKHE KPHTEPHH:
Mnentudukaums renernueckoro aedekra (myrauun) TSCl mmm TSC2 yuactkos JIHK
MOMOIal0T YCTAHOBJICHHUIO OUEBHIHOTO AMarHosa « TyOeposHbiit ckiepos3». Oanako ot 10 go
25% mauueHToB ¢ TyOEepo3HBIM CKJIEpO30M He MMEIOT MyTaluH, MAeHTU(QHIMPOBAHHON
OOBIYHBIM T'€HETHYECKMM TECTHMPOBAHMEM, a HOPMallbHbld pe3yJbTal HE MCKIIOYaeT
TyOepO3HBI CKJIEpPO3, WIM HE OKa3blBAaeT BIMSHMS HAa HCHNONB30BAHUE KIWHUKO-
JMarHOCTUYECKUX KPUTEPHEB, NPE/ICTABICHHBIX HHKE.
b. Kiinunueckne 1MarHocTHyecKkue KpHTepPHH:
bonblve npusHaku:
* [ unonurMeHTHeIE NATHA (>3, KAaK MUHUMYM 5 MM B IMameTpe);
* Aurnodmubpomsl smua (>3);
* HerpaBmaTtuyeckue okoJioHOITeBble (prdpomsl (>2);
* YHaCcTKM «IarpeHeBOn KOKU»;
* MHO)XeCTBeHHbIE raMapTOMbl CETYATKH;
» Dubpo3HbIe OMSIIKK Ha JIOY;
* KopTukanbHble AMCINa3nK B BUJIE KOPTUKAIbHBIX TyOEpCOB; MUIPAllMOHHBIX TPAKTOB;
* Cy0aneHiuMalbHBIE Y3I1bl;
* [ MTaHTOKJIETOUHAsI ACTPOLIMTOMA;
* Pa0noMHOMBI cep/ilia, MHOJKECTBEHHBIE UITH OAMHOYHBIE;
* JlIumdaHrumaros 1erkux;

* AHrnomMuoaurnoMaros (>3);



*  MHOX)eCTBeHHbIe CyOdIeHAMMAalTbHbIe KalbLUM(UKaThl B CTEHKAX JarepalbHbIX
JKEITYTIOUKOB.

Maibie NpU3HaKH:

* [IsTHA «KOH(ETTH» HA KOXKE;

* MHorouucieHHsle yriyOneHus B sMalid 3y00B (>3);

» GubpomsI f1eceH (>2);

* AXpoMaTH4eCcKHi y4acTOK CeTHATKH I71a3a;

* [[OJIMKMCTO3 TOYEK;

* ['amapToMbl BHYTPEHHUX OPraHOB (BHETIOYEUHBIC FAMAPTOMBbI).

Jlnaruos TyOepo3HOro ckjiepo3a O4YeBHIEH: MPU HAIM4YMM 2 OOJBLIMX MPU3HAKOB MIH
oaHoro Oonpiioro u 2 u Oojee MaiblX NpU3HAKoB. JluarHos TyOepoO3HOIO CKiIepo3a
BO3MOJKEH: TIPU HAJIMUMKM J1I000ro oaHoro OONMBIIOro mnpu3Haka uiv 2 W Oonee MajbiX
[MPU3HAKOB.

[TomcucreMublit  xapaktep — 3abosieBaHus  OOYCJIOBJIMBAET  MOIMMOPHU3M
KIIMHUYECKUX TIPOSIBIIEHUH M HEOOXOAMMOCTb, BO M30eXkKaHWe IMarHOCTHYECKUX OLIMOOK,
HACTOPOXKEHHOCTU B OTHOLLEHHH TyOepO3HOro CKIIepo3a Bpayel pa3HbIX crienpansHocTeit.

I'uctonornyeckoro noATBEpKACHUsE He Tpedyercs B TOM ciydae, eclid IMpH3HaK
KJIMHUYeCKH oueBuieH. Heliposusyanusauus: xomnstotepHas tomorpadus (KT)
BbISIB/IIET KalbUU(pUKaThl, pacnojokeHHble BI0Jb cTeHku OokoBbix U 11 xenynoukos,
KanblUpUKaThl B KOpe U O0elloM BelllecTBe, HO HE BBISABISET KOPTHKaJlbHbIE TyOepchl,
eciii OHU He KanblupuuupoBanbl. MarHuTHo-pezonancHas Ttomorpadpus (MPT)
BU3YAlIU3UPYET KOPTUKalbHble TyOepchl, JEHKOMATUIO, YYacTKH TIeTepoTONUH U
ramaproMbl. Koptukanbhble TyOepcnhl oOHapyxusaiores y 95-100% naumeHToB ¢
TyOepo3HbiM ckiepo3oM. Onu npesacraniersl Ha MPT B Buzae yTojlleHHOro ydacTka
KOpBI, TMMEPUHTEHCUBHOrO Ha T2-B3BelieHHBIX H300paxeHusx. CyOsneHaumaibHbie
y3Jbl ~ THUMIOMHTEHCHMBHBI Ha  T2-B3BELIEHHBIX  TOMOIrpammax, CTENeHb  MX
KanbUM(pUKALMK  yBeIMUMBaeTCs ¢ Bo3pactoM. [loaToMy Juisi  [OJHOLIEHHOIO

obcnenoBanus pebeHka ¢ TyOepo3HbM ckiepo3oM HeoOxoaumel U KT, u MPT. Poss

* Bosesun Bypuesiiis - [Tpunrna: kinunueckmii cryyiaii w3 mpakTwin netexoro sesponora / P. I Famuposa, O. B. Kusisea. A. P.
lanuesa [u ap.| / [pakTnueckas meanumua, —2017.-Ne 1, —C. 157 — 161,



METOJI0B  HEWpOBM3yallU3allMd  COCTOMT B TOATBEPKIAEHMH  KIMHUYECKH
3aMojI03pEeHHOr0 TyOEpO3HOTro CKiepo3a, OLEHKe CTEelNeHW I[OPaKEHUs, BbISBICHUH

AHOMAJIMI ¥ HAOIOIEHUY 34 IMHAMUKON DOJIE3HH.
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Jleuenue

Creun(ruyecKoro JeueHus He CyLIeCTBYeT.

AHTHDIIUIIEITHYECKHE TIpenapaThl: 6azo08sie npenapams. BUradbatpuH (cabpui)
50-100 mr/kr/cyr, Banbnpoats! (aenakun) 50-100 mr/kr/cyT, Tonupamar (Tonamakc) -
10 wmr/kr/cyr. Kombunuposannas — mepanus BKIo4aeT — KoMOMHaUMIO  0a30BbIX
npenapatoB ¢ OeH3oanazenuHamu (kioHazenamom) 0,25-2 mr/cyt, heHobapOUTaIOM S-
15 wr/kr/cyr, namuktaiom 0.2- 5 wmr/kr/cyr, cykceuienom 15-30  wmr/kr/cyr,

kapOamaszernnHoM ((pUHIENCHH) TpH acuMMeTpuu npuctynos 10-15 mr/kr/cyT.

[opmonansnas mepanus. koptukocrepouibie ropmonsl (AKTI, cunakrenaeno

B/M; NPEAHU30JI0H, IeKCaMeTa30H nepopaibHo) 1-2,5 Mr/kr/cyT.

Xupypruyeckoe JiedeHue. Y HEKOTOpbIX OOJIbHBIX pe3eKlust eJAMHUYHOIO
KOPTHKAJIbHOIO SIMUIENTONEHHOro Tybepca CTepeOTaKCHMYECKMMH METOAaMH WM
OTKPBITOM KPaHUOTOMHMEHN CrOCOOCTBYET 3HAUUTEIBHOMY YPEKEHUIO [IPUCTYTIOB.
Pesekuust MHTPaBEeHTPUKYJSIPHBIX  ONyXOJed TrokaszaHa NpU  OKKIHO3HOHHOM

ruapouedanu.
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[lpenarajibHasi AHATHOCTHKA U NPOPHIAKTHKA
VibrpazBykoBoe wucciegoBanue (Y3U), MPT nns BeisBaenus: padJoMHOMBI
cepaua W TyOepcoB MMeeT JuarHoctdyeckyro 1eHHocth co 1l TpumecTpa
OepemenHocTH. ['eHeTHveckui auMarHo3 TyOepo3HOro CKIepo3a HeleaecoodpaseH,
MOCKOJIbKY */3 CIlydaeB BO3HMKAIOT CHOPAIMYECKH WIIM BbI3BAHBI MO3AULM3MOM M He
OINPEJIeNISAOTCS CKPUHUHIOM nelikounToB. Ecnu oba poauTens KIMHUYECKH 3]10POBbI,
pPHCK MOBTOPeHHS TyOepO3HOro CKiepo3a y BToporo pedenka paseH 1:22 nociie 0HOIO

Gonbroro u 1:3 nocie aByx GonbHbIX geTeit.”

“Metpyxun, A. C. Jlerckas Hesposorus: 8 2-x 1./ A. C. [Terpyxun. - M. : TP0TAP-Meana, 2012, - 560 ¢. - 2 1.
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3ak/0uenne

HecMoTpsi Ha HEBBICOKYIO 4aCTOTY BCTPEUaEMOCTH TyOEpO3HOIo CKIEPO3HOTO
Komriiekca (Oonesnu bypHesuiuist — llpuHria) B nonyasuuy, TsuKeaas MHBAIMIA3ALMS U
otcyTeTBre YD(PEKTHBHBIX CPEACTB JIeUEeHHUs! PUIAIOT JaHHOM MpoblieMe HCKITIOUUTEIbHYIO
aKTyanbHOCTh. HeyKJIOHHBIH pocT TaHHOM NaToNOrHK B CTPYKTYpe 0o01ued 3ad0neBaeMocTy
MOXHO OOBSACHUTH TO3HEH [MAarHOCTUKOH, HECBOEBPEMEHHOM NPOQUIAKTHKOH |
YXYALIEHUEM  DKOJIOTH4ecKOH o0cTaHOBKH. (CBOEBPEMEHHO [OCTaBJIEHHbIM JMarHo3
MO3BOJIAET ONPEIE/NTL NaIbHEHIIYI0 TAKTUKY Be/IeHHsl OONIBHOTO, a TakKe O00eCnevuTh
MeJIMKO-FeHEeTUYECKOe KOHCYJILTHPOBAHME 4JIeHAaM CeMbH, YTO JO/DKHO CIOCOOCTBOBATH
CHHJKEHMIO 4acTOThbl POKIEHMsI OONMbHBIX C TshkeabiMU (hopmamu 3a0oseBanus. [lepBuynas
JIMATHOCTHKA  TyOepo3HOro  ckjaepo3a  AO/DKHA  OCYLIECTBISITHCS  TEIMaTpamy,
MOJAPOCTKOBBIMK BPaYaMM, YYacTKOBBIMM BpauaMHu M Bpadamu OOLIEH NMPaKTHKH, a TaKkke
Y3KHMH  CHELMAIMCTAMH  HEBPOJIOraMM, JepMaTosoraMu, O(TaabMooraMu, XUpypram,
CTOMATO/IOraMH B MpoLecce JTMHAMUYECKOro JMCHAaHCEPHOro OOCTY)KMBAHMS HACEJICHUSL.
BaXxHO TNOMHHTH, YTO MpOLECC PA3BUTHS KIWHUYECKOW CUMITTOMATUKM TyOEepO3HOIro
CKIepo3a  sABISETCS  JIMHAMHYECKMM, T[0TOMY BaXKHa IPEEMCTBEHHOCTb — MEXKIY
CleLMAMCTaMK  PasIMYHOrO npoduiisi ¥ CBOEBPEMEHHOE TPOBEJICHHE KOMILIEKca
JIOTIO/THUTE/IbHBIX METOJIOB JIMArHOCTUKH, BKITHOYAs COBPEMEHHBIE METO/IbI BU3YaJIM3allul —

i 7
KT/MPT ronosHoro Mo3ra 1 OpraHoB OpIOIIHOM MONOCTH.

7 Meprentaepa, M. T. Kinnuueckuii ciryyaii TyGeposto-ckiieposHoro komriekea (Gonesus bypresunng — [punrma) / M. T.
Meprendaera. A. /K. Memainnosa // BectHnk KasHMY, - 2016, - Ne 1, — C. 343 — 346,
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