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TybepOo3HBIV CKIIEPO3
(6oe3Hb BypHEeBUIA-
[TpUHIIa)

Ty6epo3HbIN Ckepos, nnv 6onesHb bypHeBunna-fNpuHria — 3T1o
reHeTryeckoe 3aboseBaHVe, OTHOCALLMECS K IKTOAepPMasibHbIM
dakomMaTo3am, XxapakTepu3yoLieecs PasBUTVIEM MHOXECTBEHHbIX
raMapToM ¥ ApYrux onyxosnen. bonesHb nMeeT ayTOCOMHO-AOMVIHAHTHbI
TN HacnefoBaHNA. MaHdecTaums Yalle NPUXoANTCs Ha nepseble 5 net

KN3HW, HO MOXET MNMPOABAATLCA U B Pa3/1i4HblE BO3PaACTHbIE NEPNObl

DeepasibHble KIMHUYEeCKHe pekoMeHnaanuu. JlepmaroBeneposiorus 2015: bose3nu koxm.
Nudexnun, nepenaBaeMbie MNOJOBBIM NyTeM. — 5-€ U3/1., lepepad, u qon. — M.: /lesoBoii
kcmpecc, 2016. — 768 c.




['eHeTHKa U HAcJieIOBaHUE

['eHbI HacnenoBaHue

3abosieBaHMe CBA3aHO C MyTausaMN B * Twn Hacnef0BaHUA ayTOCOMHO-
reHax: JOMUHAHTHBIN

« TSC1 (9934, ramapTuH) « B 60-70% cnyyaeB Ty6epO3HbIi

« TSC2(16p13.3, Ty6epuH) CKN1epo3 ABNAeTCA CMOHTaHHOW
[aMapTViH 1 TybepriH ABNAIOTCS MyTaLmein

Cyrpeccopamy OrnyxoieBbIX reHOB « Ecnwm 6boneH oanH 13 poantenew,

puvcK 4na pebeHka coctanseT 50%

BcTpeyaeMoCThb

« YacToTa BCTpeyaeMoCTV COCTaBNdeT
nprmMepHo 1:30000 HaceneHUa N
1:6000-1:10000 HOBOPOXAEHHbIX

DenepajbHble KIMHUYECKHe pekomeHnaauuu. Jlepmaroseneposiorus 2015: bose3nu koxu. Uudekunn, nepeaaBaeMbie MOJOBbIM IyTEM. —

5-e u3a., nepepad, u gon. — M.: JlesoBoi 3kcnpecc, 2016. — 768 c.



KO>KHBIE ITPOABJIEHUA

[UIIONUTMEHTUPOBaH [UIIepIUrMEeHTUPOBaH

HbIe ITATHA HbIe ITATHa

BcTpeuatoTca noyTt B » [laTHa uBeTa "Kode C

100% cnyyaeB
KonnyectBo BapbUupyeTca
oT 3-4 no 100 n 6bonee
PacnonaratoTca
ACIMMETPUYHO Ha KoXe
LA N TYNOBULL3,
NOABNAKOTCA C POXAEHUSA
VN B NepBble rojpl
XKN3HW

MOJIOKOM" BCTpeyaroTcd
pexe

OHW oBasibHbIE UK
OKpyr/ble, pa3mepom 1-5
CM, YMCN0 MATEH He
npeBbILLaeT 5

Koxknbie u BeHepnueckue 3a00/1esanusi: IlostHoe pykoBoacTBo Ajst Bpayeii Poanonos A.H. -M.: "Hayka
u Texnuka', 2012. - 1200 ¢




KO>KHBIE ITPOABJIEHUA

1 IllarpeHeBbIe OJIAIIKY

« Pa3BuBatloTCA B NepBoe gecatuneTvie XnsHm npumMmepHo y 20-
80% 60/1bHbIX

« [lpeacTaBnAOT COEANHUTENBbHOTKAHHbIE HEBYCbI, B BUAE
MJI0CKKX, C/1erka BO3BbILLALLMXCHA 0YAroB C MOPUCTOM
NOBEPXHOCTLH TUMA «IMIMOHHOW KOPKU» NN «BYNbIXKHOW
MOCTOBOW», Pacro/iaratoLLyXcs NperiMyLLecTBEHHO B
nromb6ocakpanbHou obnacTum n arogu,

 LiBeT HOpMaibHOWM KOXW N CNabo NUTMEHTUPOBAHHbIX,
eAVIHNYHbBIX NI MHOXECTBEHHbIX, MeNKUX AW AOCTUTAFOLLIX
10 cM 1 6onee B AnameTpe

2 AHTMOPUOPOMBI TULIA

* MHoxecTBeHHble Menkre (1-10 MM B AnameTpe),
NoNyLWapoBUAHbIe, OKPYr/ible, MIOTHOBATLIE NN MATKME Nany bl

« LlBeT anemMeHTOB KOoNebneTcs 0T HOPMaJIbHOro A0 HACLILLEHHO-
KpacHOro iy KpacHOBaTO-KOPUYHEBOIO

« Jlokanusauus - LeHTP HOCOMYOHbIX CKNAZ0K, KPblbs HOCA, LLEKW
N NOAO60POAOK.

Ko:xHble u BeHepuueckue 3a0o/ieBanusi: IlostHoe pykoBoacTso aJis Bpadeit Poquonos A.H. -M.: "Hayka
u Texnuka', 2012. - 1200 ¢




KO>KHBIE ITPOABJIEHUA

1 ORoyoHOrTEBbBIE PLIOPOMBI

« OKONOHOrTeBble N pexe NogHortTeBble GUOPOMbI 0ObIYHO
BO3HMKAOT B MOCTNyH6epTaTHOM BO3pacTe, HabatogaroTca y 17-
80 % nauneHTOoB

« [peacTaBnarOT COH60M BbIPOCThI LiBETA KOXW AJIMHON 5-10 MM,
HaABWraroLLiecs Ha HOrTeBYH MIACTUHKY C HOrTeBbIX BaJIMKOB

2  dubpombl muiia

« Jlokanusaumsa: Koxa n16a, BOJIOCUCTAasa YacTb roJioBbl, 061acCTb
LLeK

« KpynHble onyxoneBugHble GropoMaTo3Hble odary,, OANHOYHbIe
NN MHOXECTBEHHbIE, MArKOWN VAW MJIOTHOBATOW KOHCUCTEHLMN

« LiBeTa OT HOpMaNbHOW A0 CBET/I0-KOPNYHEBOM

*  MoryT NpncyTCTBOBAaTL C POXAEHWA U HE OTHOCATCS K
aHrnodrbpomam (oTcyTCTBYeT AUaTauns KPOBEHOCHbIX COCYA0B
B 30He KOXXHOro ¢pnoposa)

Ko:xnbie nu Benepuueckue 3adosieanus: Ilotnoe pykoBoacTso s Bpadeii Poquonos A.H. -M.:
"Hayka u Texuuka'', 2012. - 1200 c.



BHEKOKHBIE ITPOABJIEHUA

1 ®ubpoMsblII0JIOCTH PTa

« Jlokanmsaumsa: Ha AecHax € "Hanon3aHnemM" Ha NPoOMeXXyTKIN
MeXJy 3y60B, Ha A3blke, TBEPLOM Hebe, 3aHel MoBepXHOCTY
FNOTKN

2  Turoruiasysg SMajy 3y00B

« XapaKTepusyeTcs TOUKOObpa3Hble BAABNEHUSIMU Ha 3yOHO
3Manu

JlepmaToBenepoJiorusi. Haunonansnoe pyxkosoactso Iox pea. 0. K. Ckpunkuna, 1O. C. byrosa, O.
JI. ©BanoBa. — M.: I'90OTAP-Meaua, 2011. — 1024 c.




IIMIarHOCTUYECKYIE KpUTEPUU

Tpuazna:

* aHTMOVBPOMBI _
* 3NUNENTUGOPMHbIE MPUMNAAKN
* YMCTBEHHAas OTCTaNOCTh :

HepmartoBeneposiorust. Haunonansnoe pykosoacrso Ilox pea. 0. K. Ckpunkuna, 1O. C. Byrosa,
O. JI. UBanoBa. — M.: I'90TAP-Menna, 2011. — 1024 c.




IIMTarHOCTUYECKYIE KpUTEPUU

bBosblivie KpUTepUU:

Hannuune tpex n 6onbLue
rMNOMeNaHOTUYECKNX MATEH A/IAaMeTPOM He
MeHee 5 MM

3 1 6onee aHrMoPUBPOM NN
b1OPOMATO3HbLIX O4aroB

Hanwnuwve 2 n 6o1ee oKoN0HOITeBLIX PrHGPOM
He CBA3aHHbIX C TPaBMOM

YyacTok «LuarpeHeBon KOXm»
(coeanHUTENbHOTKAHHBIN HEBYC)
MHOXeCTBeHHbIe raMapTOMbl CETUATKM
Avcrnasnsa ropbl roIOBHONO MO3ra
CybaneHanManbHble y3/bl
Cy63nrHAMMaNbHasa rmraHToK1eTOUHas
acTpouuTomMa

Pabzomroma cepaua
NTnmdaHrrnonenoMmmomaTtos

Hanunume 2 n 6onee aHrMmoMMoOINMIOM

MaJsibie KpUTEPUU:

Mesnkme runonurMeHTHble NSTHa Ha
KOXe B BUAE KOHPeTU

ToueuyHble NoBpexaeHNs 3y6HOW aManu
(yrnyéneHus) - 3 n 6onblue

2 NN 6osbLUe GrbpPOMbI B POTOBOW
Non0CTN

MHOXeCTBeHHbIe K/CTbI MoYek
ANCXpOMUS ceTUaTKW

BHenoyeuHble raMapTOMblI

ANnsA NnocTaBHOBKW AMAarHo3a Ty6epo3Horo
CK/1epo3a A0/HKHbI 6bITb:

2 60N1bLUUX KpUTEpUA
1 6onbLLOU KPpUTEPUIA B cOHYEeTaHUM C
ABYMS MaJibiMU

noarBepXaeHo Hannyme myrtauum TSC1

mnun TSC2.

Yeoorapés B.B, Tampazora O.b, UeooTapésa H.B, Onunen A.B. // JlepmaToBen
Yueonuk. M.: "TIOTAP-Menna', 2013. — 584 c.



BHyTpeHHNe OpraHbl 1 HEpBHAA CICTEMA

['J1Ta3HbIE CUMITTOMBI 1

[aMapToMbl ceTyaTku (bakoMbl) BcTpeyatoTca y 50% 60/1bHbIX
CYMNTOM «TYTOBOW SArOAbl

2 KapauasbHble CUMIITOMBI

PabaoMmoma 4acto NosiBASIeTCst BHYTPUYTPOBHO 1M B NepBble

MecCALbl XXKU3HW

M3MeHeHWs BHYTDEHHUX OPTaHOB 3

AHIIOMMONNNOMbI U KACTbI MOYekK, MoYeYHO-K/1IeTOYHas
KapymnHOMa, ﬂl/lMCI)aHI'VIOMVIOMaTO3 nerknx, aHrmoMmoanrnomebl
HaAMNOYE€YHMKOB, NevYeHn, pekTasibHbl€ MoAnmMbI

PoauonosB A.H. /IlepmaroBenepoJiorus. IlosiHoe pykoBoacrso 1 Bpayeil. — CI10: Hayka u Trexuuka, 2012. — 1200 c.



[TopaskeHVie HEpBHOM CUCTEMBI 1
[ICUXMYECKYe HapYIleHUS y

CUMITTOMBI [TOPayKEHNSI HEPBHOM CHICTEMBI

1 nunentunyeckme NPUCTYMNbl, HapyweHWe NnoBeaeHNA, 3a4€P>XKKa
NCNXNYECKOIro pa3BnTnAd, HapyeHA CHa

[TcyxydecKyie HapyllleHNs

2 [INepakTVBHOCTb, ayTU3M, arpecciBHOCTb. BbipaXeHHOCTb 3aBUCUT
OT PACMOJIOXKEHNSA N KONNYeCTBa KOPTUKaNbHbIX Ty6epCcoB (BbICTYMbI
Haz 60po34amMu roJIOBHOMO MO3ra)
CyZOpOJKHbBIE [TPUCTYIIbI

3 Bo3HukaoT y 92% nauneHToB. [ebtoT Yalle Ha NepBOM FO4Y XU3HW.

OCHOBHbIle TUMbI - UHGAHTUIIbHbIE CMa3Mbl U GOKaNbHbIE MOTOPHbIE
NpUCTYMbI

Poauonos A.H. /lepmatoBenepoJiorus. [losHoe pykoBoactso ais Bpaueid. — CII0: Hayka u .
Texuuka, 2012. — 1200 c. > ith Gamma




O6cieIoBaHU

W

AHaMHe3 OcMmoTp OcMmoTp
+ TuWaATeNbHbIA C6op Bpa4da- HEBpPOJIOra Bpada- IepMaToJjiora
aHaMHe3a AN *  Dnunentuyeckme «  [MNONUrMeHTVPOBaHHbIE
BbISB/IEHUS] CEMEVHOM npucTynsl « [nnepnnurMeHTVUPOBaHHbIE
NpespacrnonoXkeHHOCTN HapyLueHie noseAeHus nNATHA
. AHaMmHesa 3a6oneBaHus  SOAEPKKA MCUXMYECKOro e+ AHIMOGUOPOMEI
PasBUTNA «  BHekoXHble nposiBneHvs

* HapyLieHwns cHa

© \ 4

OcmMmoTp OcMoTp Bpaya — reHEeTUKA
Bpada- opTaJIbMoJIOra
[eHeTn4Yeckoe

O¢ranemockonus Ans obcnesoBaHVe Ha Hannume

BbIABNEHNA TAMaPTOM MyTMpyKHHMXFGHOBTSC1

nnn TSC2

denepanbHble KIMHHYECKHE pekoMeHaaunu. JlepmaroBenepoJiorust 2022

CeTUaTKn




CKpUHUHT U JIedeHMe TyOepo3HOTro CKIIEpO3a

. CKpI/IHI/IHI'OBaFI ANarHOCTUKa npoc|>|/|na|<T|/||<a:

> Y3W cepua, opraHoB 6pHOLLHOW MOAOCTY A8 BbIiBNeHNA pabLioMMOMBbI CepAL,

AHTVIOMUNOJINMOMbI U KUCTbI MOYeK, MOYeYHO-KI1eTOYHOM KapLVHOMbI, TIMMPaHMIOMIOMAaTO3a N1erkx, aHrMmoMMOANMOMB
HaANOYeYHNKOB, NeyeH

» MPT ronoBHoro mo3sra i BblgB/ieHVs TybepcoB B r0JIOBHOM MO3re

 [Npw NpeHaTanbHOW ANArHOCTMKE MOKA3aHO NPOBeAEeHVe 3XOKapamMorpadum Ans BoiaBIeHNS pabaoMMOMbI CepAaLa

 [pv NpeHaTanbHOW ANArHOCTMKe NPOBECTV FreHeT4Yeckoe 0b6ciegoBaHMe Ha HaNnyme MyTUPYHOLLIMX FeHOB
TSC1, TSC2

. CI'IELI,I/ICI)I/IL—IECKOFO neyvyeHum4d Ty6epo3Horo CKN1EPO3a HE CYLLLECTBYET, TEPAlNnA HarnpabB/1€EHA Ha obneryeHme CMMNTOMOB ynyyuleHmne
KayecTBa XN3HWU

Ponuonos A.H. /lepmaToBenepoJiorus. [losHoe pykoBoacTBo s Bpaueil. — CI16: Hayka u Texnuka, 2012. — 1200 c.



CKpUHUHT U JIedeHMe TyOepo3HOTro CKIIEpO3a

« [pn cuMnTOMax MNOpPaXXeHNss HEPBHOW CUCTEMbI: aHTU3NUAENTUYECKE NpenapaThl (BUrabaTpuH, BanbnpoaTsl, TONVpPamMar) -
MO Ha3HaYeHMIO HeBPOJIOra

«  Xnpypruyeckoe yganeHme BHyTPMMO3rOBOM OMyX0 i1 MOKa3aHO TO/IbKO NMPU PE3KOM YBEIMUYEHN ee Pa3MepPOB
C MOABEMOM BHYTPUYEPENHOro AABEHUS — MO 3aKJAHOYEHMI0 HEMPOXMPYpPra

« OTAenbHbIe aHTMOPUOPOMBI B KOCMETUYECKIX LeNsX YAANST C MOMOLLLHO 3/1eKTPOKOAryasLmy, 1a3epoM 1 KproTepanum -
MO 3aK/IFOYEHVIH0 OHKOJIOTOB

Ponuonos A.H. /lepmaToBenepoJiorus. [losHoe pykoBoacTBo s Bpaueil. — CI16: Hayka u Texnuka, 2012. — 1200 c.



biaromapvm 3a BHUMaHUE!



