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TyOepo3HbIl CKIEepO3
(Oone3nb bypHeBUILIS —
[IpuHra)
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TyOepo3Hbit ckiepo3. Tun Haciaenosanusi. Jlokanusanus
MOBPEXKIACHHOI0 reHa. Yacrora nposiBjieHUs B MONMYJISIIIUH.

AyTOCOMHO-4OMMWHAHTHBLIN TUN HacnegoBaHUA.

MpunbnusntensHo ot 10 go 30% cnyyaeB Ty6epo3HOro ckneposa obycnosneHo mytauusamm B reHe TSC1
OcTtanbHble cnydan 6onesHn obycnosneHbl MyTaumsmmn B reHe TSC2 (OMIM 191092) (Ty6epo3HbIn CKNej
Yactota TC coctaensiet 1 cnydan Ha 30 000 HaceneHus.

PacnpocTtpaHeHHOCTb cpeam HOBOPOXAeHHbIX BapbupyeT ot 1:6000 go 1:10 000
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Manudectabsie popmbl TC OTIHMYAOT BBIPAXEHHBIM MNOIUMOPPU3M U BO3pPACT-
3aBUCUMBIN J1€010T. EAMHBIM THCTOJIOTMYECKUM CYOCTPAaTOM BCE€X HOBOOOpa30BaHUI
npu TC sBISIIOTCS TaMapTOMBI (OT rped.«hamarta» — omMOKa) - OMyXOJW U3 HE3peIoi
AMOpHOHAJIBHON TKaHH, 3aJiep)KaBIIMEecs B cBoel Au(dEepeHIIMPOBKE MO CPABHEHUIO C
OKPY>KAIOIIUMHU TKAHSIMHU.

Hanbonee sapko BbIpakeHHbIMH cuMnToMaMu TC SBIAIOTCS KOXKHbIE W3MEHEHUS,
koTopbie BcTpedarorcss B 100% cnydaes, a Takke mopakeHUE LEHTPAIbHONW HEPBHOU
CHUCTEMBI.



Og:ED KoxHble nposasrenna TC npencrasneHbl runonurMeHTHoiMn natHamm (90%
cny4yaeB) (Puc.1), nurmeHTHbIMU NaTHaMK «kode ¢ monokom» (15,4%) (Pwuc. 2),

aHrmogmbpomamm nuua (47-90%) (Puc. 3), ydactkamn «LLarpeHeBOW KOXU»

(21-68%) (Puc. 4), dnbposHbimu brisitukamu (25%) (Pwuc. 5), 6enbimn npsgsamu

O O BOJ10C.

Puc.1 Puc.2
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IlepBuunbIe (00/IbIIINE) MPU3HAKH

.aHrMognbpombl Nnua (He MeHee Tpex) unn pnbposHblie DNALWKN Ha Nby;
.TUNOMUIMEHTHbIE NATHA (He MeHee Tpex N He MeHee 5 MM B Anametpe);
.HETpaBMaTNU4YECKNE OKONOHOITEBLIE (PUOPOMBI (HE MEHee ABYX);
.YYaCTOK «LLUarpeHeBOW KOXN;

.MHOXXECTBEHHbIE raMapTOMbl CETHATKY;

.KOpKOBbIE gucnnasum (He MeHee Tpex): KOpKoBble TybepCbl U MUTPaLMOHHbIE
.TpakTbl B 6€510M BELLECTBE rONTIOBHOIO MO3ra;

.cybaneHanmarsbHble y3nbl (He MeHee ABYX);

.cybaneHanMarbHasa ruraHToKeTodHast acTpounTomMa;

.paboomMmomMbl cepalia MHOXECTBEHHbIE UMW OAUHOYHLIE;
JIMMJAHIMONENOMMOMATOS NErkux;

.MHOXXECTBEHHbIE aHIMOMMONMMOMbI NOYeK (He MeHee OByX)



Q

o)

o

Bropu4inblie (MaJjibie) NIPU3HAKH

.MHOrO4YnCIIEHHbIE YrIybneHns B amanun 3yboB (He MeHee
Tpex);

.pMbpoMbI B NONOCTM pTa (He MeHee OBYX);
.raMapTOMbl BHYTPEHHUX OPraHoB;

.aXpoMaTUYECKUIM y4aCTOK ceT4aTon 0DONOYKM rMasa;
NATHA «KKOHJETTU» HA KOXeE;

-MHO>XEeCTBEHHbIE KUCTbI NMOYeEK.



KinHnueckun ciryyau

PebeHoK My>KCKOro rnona, ot nepeon 6epeMeHHOCTH, NEPBbLIX CPOYHbLIX POOOB
OO B39/1 Hepenb Yyepes eCTecTBeHHble poaoBbie NyTU. bepeMeHHOCTb npoTekana
Ha poHe: XDIH 6e3 H/K, aHEMUM NErKON CTENEHN TAXKECTU C 36 Heaernb
rectaumn, rectauMoHHOro caxapHoro gnabdeta c 29 Hegenun, BCO no
FMMNOTOHNYECKOMY TUMY.

Q
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[Mpn NnpoBeaeHUn aHTeHaTanbHoM anarHocTukm B 31/3 Hegenu 6binu
BbISIBIIEHbI MOPOKN Pa3BUTUA NNoda: MHOXECTBEHHbIE 0O bEMHbIE 06pa3oBaHUA
rOyTIOBHOrO MO3ra nroga, MHOXeCcTBeHHble 0bpa3oBaHMA KaMep cepaua nnoga
6e3 HapyLeHns remoguHamMnkn (BEpOSITHO pabgoMmMOMBl).
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TeyeHne MHTpaHartanbHoro nepmnoaa 6e3 ocobeHHocTen, OKONoNNoAHbIE
BOAObl CBETIble. AHTpONoMeTpruYecKkne napameTpbl npu poxageHnn (macca 3130
onbo- r, poct 53 cm, Olon 35 cm, Ol'p 35 cM) COOTBETCTBYHOT CPOKY rectaumu.

OueHka no wkarne Anrap 6-8 bannos.
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PebeHok Haxomgwics Ha COBMECTHOM IpeObiBaHMM ¢ Mamoil. Ha rpyaHoOM BCKapMIIMBaHUHU.
HNKTepuyHOCTh KOXXKM MOSIBUJIACh HAa 3 CYTKH JKU3HU C MAaKCHMaJbHBIM YPOBHEM OWIHMpyOHHA
257,9MkMonb/n. B meBo  JIOKTEBOWM OOJacTH M TOJAMBIINICYHONM BIAIWHE HMEIHNCh YYaCTKHU
0EXeBOTO I[BETA, IIEPOXOBAThIC HA OIIyMb, HECKOJBKO BBICTYIMAIOIINE HAJl OKPYKAIOIIEH KOXKEH
TUAMETPOM 0 SMM.
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Ix0oKT

MHoOXeCTBEeHHBIE 00HEMHEBIE

obpa3zoBanus B nosoctu JIXK mo
OOKOBOM CTEHKE U B 00JIaCTH
BEPXYIIKH pazMepamu 15*9mm,
17*%10mMm, 13,5%8,7MMm, 9,*7MM B
tosie MIKIT MHOXKECTBEHHBIE
00BbEeMHBIE 00pa30BaHUS
MaKCUMaJIbHBIN pazMep 7*5mM, B
muokapje [DK 4,8*4, Smm.
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PabgoMnombl  OTHOCATCA K ramapTtoMam, OnyxoneBWAHbIM  Y3rOBbIM  0Opa3oBaHUSAM,
npeacTaBnsaoLWLnM cobo TKaHEeBYHO aHOManu pasBuUTUS.

PabgoMmomMbl MOryT ObiTb OKPYrnonW WM HenpaBuSTbHOM (POPMbI, MOXOXEW Ha «LUBETHYHO
KanycTy». XapakTepusylTcs, KaK npaBusio, CMeLLUaHHbIM WMHTpa3KcTpamyparnbHbiM (rry0boKo
NPOHMKas B MWOKapg >XenyoovkoB) WM 3KCTpamypasnbHbiM pocToM. Onyxonb He uMmeer
Kancynbl, YTO B Criydae HeobXxoaMMOCTUN 3aTpyaHSET X pe3ekuunto. OTU Heonasmbl HUKOraa He
ManurHM3npyrTCa U He METACTa3npYHoT.

Kak npaBuno, oHM pacnosaratoTca B Xenygodkax, vYalle B nesom xenygoudke (68-100%), yem
B npaBoM (66-81%), wmexockenygoukoBon neperopogke (38%), MoryT oOHapyXuBaTbCs B
NanuUNnspHbIX Mblwdax. [py poXaeHun, He UMEKT KITMHUYECKUX MPOSIBIEHUA CO CTOPOHbI

cepaua.
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KnuHnyeckmne cumntombl pabgoMmnom y Aeten pasnnyHbl B 3aBUCUMOCTU OT
BO3pacTa, OTHOCUTENbHbIX pa3MepoB 1 nokanuaaunm onyxonn. OCHOBHbIE
CUMMNTOMbI — cepaeyHasa HegocTaTovHOCThb (B 5.4% crnydaes), npeacepaHble U
Xenynoydkosble aputmum (23%) n bnokagbl cepaua, wymbl (14.9%), KUOKOCTL B
nepukapge, kKapanomeranus.

NanuANApPHan
$ubpoanacroma
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HCC

MoBepxH
L12-3

B npoekumnn 60KoBOro »xenygouka 377U
clieBa 3XOMNO3NTMBHOE OBanbHOM -
doopmbl obpasoBaHmne 13,2*4,7MmMm, A%

P Husk.
cnpasa 12,2*4,8mm, npu LIOK 6e3 g

[I0CTOBEPHOrO KPOBOTOKA.

B npoekuun KTB cnesa obpasoBaHue
17*9,8mMm, cnpaBa 5*4,2mm, 6e3
OOCTOBEPHOro KpoOBOTOKA.

[poekunn neson remmcdepsl B
napeHxume 11,2*12,6mm. CnipaBa B
NPOEKLUNN BUCOYHOIO pora aH3XoreHHoe
oKkpyrnoe obpasoBaHune 6*6Mm, rpu
LIOK 6e3 kpoBoTOKA.

+ Paccr 1.9?>cm_, .
s Pacet 1.05cm B




MoBepxH TIS02 M1 0.6 MosepxH _ TIS0.1 Mi0.7
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N ” - " 82 o WH (] -
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PAR

+ Pacct 0.696 cm
2 Pacet 0.542 cm
& Pacct 0.236 cm 5 - - =35
% Pacct 1.17cm >

= Pacct 0.944 cm

Pacct 0 512 cm
& Pacct 1.29cm
Pacct 0.746 cm |







MPT rojgoBHOro Mmosra

B BemecTBe TOOHBIX, TEMEHHBIX, BACOYHBIX U 3aTBUIOYHBIX JOJIEH MHTPA /CyOKOPTHKAIBHO U
MapaBEHTPHUKYISIPHO C 00X CTOPOH C BOBJICUECHNEM 0a3albHBIX SIJIEP, CTBOJIA ONMPEACIISTIOTCS MHOKECTBEHHBIC
OYaroBbI€ 30HbI C YeTKUMH HEPOBHBIMU KOHTYpPaMH, yMEPEHHO BBIPAKEHHBIN Macc-3()(PEeKT B BUIC PACITUPCHUS
O ()~ HacTd U3BUIIHH, C KUCTO3HBIM KOMIIOHEHTOM. B npoexiinn O0KOBBIX KEITYJOUKOB ONPEICSIOTCS

CyOdIEHIMMAJIbHBIC Y3JI0BbIE 00pa30BaHUS, BIAIOIIMECS B MOJIOCTh OOKOBBIX JKEIYA0UYKOB C MPU3HAKAMU IPyOOit
JNEMUEITMHA3AIMU, CAMBIE KPYITHBIE B MPOEKIIMU OTBEpCTUS MOpO.

COT'A makcuManbHbIMU pazmepamiu crpaba 0,4*0,6*1,3cm u caeBa 0,8*1,1*1,1cM, B MpOEKIIMK BUCOYHOTO pora
() JIeBOTO BXM 0,4*0,5*0,7cwm, mpaBoro 0,8%0,4*0,8cM, Ooitee MelKue B 001acTH B 00JIaCTH TEJI OOKOBBIX
KEITYTOUKOB.
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Od¢dranpmosiornueckrue HapylIeHUs BBISBIAIOT TpUOIU3UTEIbHO Y /0% OOJIBHBIX C TYOEPO3HBIM CKJIIEPO30M.
OHU BKJTIOYAIOT raMapTOMBI CETYaTKH, aTpoHrI0 3pUTEITHLHOTO HEpPBa, KOJIOOOMBI JWICKA 3PHUTEIHLHOTO HEPBA,
HapyIICHUsT TMHWTMEHTAIMM Paay)KKd W TJIa3HOTO JIHA, W3MEHEHUS COCYJIOB CETYaTKH, KaTapakrTy,

YOKOHBIOHKTUBAIBHBIC Y3€JIKU U aHTHO(PUOPOMBI BEK.
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1 aMdplOMDbl AdpPadR1CprsSyrU1la o0/ 10QPnlnbliv PpOCIOM. D AUAC 1 MULIOUJAUVL MHCCRKMA
MCCIICIOBAHUM YCTAHOBJICHO, YTO TaMapTOMBbl CETYATKH MPEACTABISAIOT COOOM CETh
BBITSIHYTBHIX INIHAJIBHBIX ACTPOLMUTOB U KPOBEHOCHBIX COCYIOB, JOKATU3YFOIIAXCS
IIPEUMYIIECTBEHHO BO BHYTPEHHHX CIIOSIX CETYATKU. B HEKOTOPBIX CllydasX ¢ TCUCHUEM
BPEMEHH TaMapTOMBbI MTOJIBEPTatOTCA KUCTO3HOM JIeTeHepaluu, B HUX (HOPMUPYIOTCS

WAJINHOBBIE U KAJIbIIUEBBIE BKIIFOUCHHS.

VY 60JbIIMHCTBA OOJIBHBIX TAMAPTOMBI CYIIIECTBYIOT OECCUMIITOMHO M HE TIPETEPIIEBAIOT
U3MEHEHHUM B TEUCHUE KU3HU WU ITIOCTEIIEHHO PETPECCUPYIOT. Y MAIIMEHTOB C KPYITHBIMH
aMapTOMaMH MOTYT OINpeAeisaThCs NehEKThI B TI0JI€ 3pEHUs




CQ:EO I1o 1aGopaTOpHBIM JAHHBIM:
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JKnuanuecknit ananuz: Hb 1791/n spurpornuter 4,89*1012/n, neitkoumtst 10,8%109/m Ht 51,8 91 C26
JI66 M7

.broxumuueckuii ananmm3 kposu: ommpyouH 257, 9mrmons/n, AJIT 19,4En/a, ACT 50,4Eq/a, LD
210,7E/n, ypoBHU 371eKTpoauToB B nipeaenax Hopmbl. CPB 0,59mr/n

.O0111ii aHaM3 MOYH - B Mpe/ienax BO3PaCTHON HOPMBI.
JDA + TP va BYU oTrpunarensHo.
HNHcTpyMeHTAIbHBIE METObI HCCJIEI0BAHUSA:

.Buneomonuropuposanne D31': Tunmydas snunentudopmMHas akTUBHOCTh HE 3apeructpupoBana. Ooiee
3aMeJIJIEHNE KOPKOBOM PUTMHUKHU. DMUIENTUUYECKUX COCTOSSHUI BO BPEMS UCCIIEIOBAHUS HE OTMEUYAJIOCh.

OKI" 25.08.2022 BapuaOenbHblli CHHYCOBBIM pUTM ¢ Taxukapaueit Ha ¢pone Oecmokoiictea YHCC 130-
176/mun.

.Y3U B/0 - Ymepenusie nuddy3Hbie U3MEHEHUS MapEHXUMbI 00EUX MMOYECK.

.Rg rp.knerku - ['unepBoseMusi B MaJioM Kpyre KpoOBOOOPAIlIEHUSI YMEPEHHO BhIPAKEHHASI.
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Kianuuyeckuu 1uartos

B xone obcnenoBaHus 661 BbiABNEHbI Criegyowme nepBmuYHble NMpU3HaKku:
.DPnNbpPOo3HLIE BNSLLKK
JTamapTtombl ceTyaTku
.MHOXecTBeHHble pabgoMuombl cepaua
.Tyb6epcbl rorioBHoro mo3sra B 1.4. COlA

Ha ocHoBaHWMM 3TKX OaHHbIX ObiN BbICTABNEH AMarHo3 TyGepo3HbIN CKNnepos
(MKB 10 Q85.1)

[MoatBepxaeHHas natoreHHas mytauma TSC1 n TSC2 asnaetca rnaBHenLLEM

Kputepmem. [eHeTUn4ecKoe KOHCYNLTMPOBAHUE CEMbW, aHasriM3 Ha NOUCK MyTaLnm
reHoB TSC1 n TSC2.
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Pexomenaanum

O[O .HabnogeHne MynsTUANCUUNNIMHAPHOW KOMaHdbl CNELNanmcToB (MeauLNHCKUNA
reHeTuK, HEBPOIOrN, Kapauornor, opTanbMOIor, HEMPOXUPYPT)

.MPT ronosHoro mo3sra 1 pa3 B rog,

Q
O

[lpoBegeHune 33I (1 pas B 1—2 mec) anss BO3MOXHOro npogunakTn4eckoro
Ha3Ha4YeHNsa aHTUINUNENTUYECKON Tepannn

. OxoKI u 3KT 1 pas B 3 mecsua

o)
o

XOosfiTepoBCKOe MOHUTOPUpPOBaHUE - 1 pas B rog

Y geten ¢ nposieneHnammn TC B paHHEM OETCTBE — OLIEHKA No3HaBaTeNbHbIX
doyHKUMIM 1 noBeaeHus (B Bo3pacte 1 roga, 2 net, B AOLWKOSIbHOM Bo3pacTe, B
O[] © 9—12 nert, 13— 16 neT 1 BO B3pOCNOM BO3pacTe).

21
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INleyeHue

Otuonorndeckoe aeyenne mpu TC orcyrerByet. 1o 2012 roma neueHne HOCUIIO
CUMIITOMAaTHYECKAN XapaKTep.

.B 2012 romy ObL1 3aperuCcTpUpOBaH Mpenapar 3BEpoauMyC (TOProBOE Ha3BaHUE
AduHuTOp), KOTOPBIN BIMSET HA OCHOBHOE 3BEHO naroreHesa npu TC (saBisiercs
WHTUOUTOPOM CUTHaIbHOTO myTd M-TOR) 1 yMeHbIIIAeT pOCT OMyX0Jeh B
LIEHTPAJIbHOW HEPBHOU CUCTEME U B MOYKAX.

JIpu nannunu COI'A ¢ KIMHAYECKUMU MPOSBICHUSAMU TTOKA3aHO ONEPATUBHOE
JICYCHUE.

Jleuenre aHrnoPpuOPOM JMIla peKOMEHIYETCS HAaUUHATh B MTOJIPOCTKOBOM BO3pacTe
METOAOM JIa3€pOTEPAIHH.
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NMpodunakTuka.

B mMunpoBon npakTtuke npodunaktnka saboneBaHna CBOAUTCS K NpeHaTaribHOW
anarHoctuke TC. Npu cnopaanyeckom TC prUCK NOBTOPHOro poXxaeHust 60rbHOro
pebeHka cocTtanseT 2%, npu HacnegcteseHHoOM — 50%. NoaTtomy npu nogo3peHnn
Ha HacneacTBeHHbIN xapaktep TC (Mpu HaNM4YUMKM NOLO3PEHNSA NN
noaTeBepXxgeHHoro gnarHosa TC y byayuien matepu, otua unm poacTBEHHUKOB)
reHeTnyeckyto anarHoctnky TC Heobxoammo npoBoaUTb eLle Npu ninaHMpoBaHUN
6epeMeHHOCTH.

MoaTBepXAeHHbIM HacneacTBeHHbIN TUN TC aABNSIETCS OCHOBaAHMEM AN
NpoOBeAEHUS MHBA3MBHOW MpeHaTanbHON AUarHOCTUKMN.

Takxke npu nogospeHnn Ha TC y nnoga pekomeHayetcsa nposefeHne IxoKl Ha
cpokax 20-24 Hegenb BepeMeHHOCTU N9 UCKNYeHna pabaoMmnomMel cepaua.
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Cmacu0o0 3a BHUMAaHUE
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