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[lecmonnacTuyeckas ¢puopoma BepxHeu
YeNlCTU Y peOeHKa ¢ TY0Oepo3HbIM CKIEepo30M
(KnMHMYecKUn npumep)

AKTyanbHocTb. bonesHb bypHeBunna-lpuHrna
HacneayeTcs Mo ayTOCOMHO-AOMUHAHTHOMY TUMY, OT/IU-
YaeTcs BapbMpyOLWEN 3KCMPECCUBHOCTbIO M HEemnos-
HOW MNeHeTpaHTHOoCTblo. OnpeaenaeTcsa cuenfieHnem
¢ nokycamu 9934 (nepsoro tuna — TSC1), ligl4-11g23
n 16p13.3 (BTOpOro tuna — TSC2). UmetoTcs AaHHbIe
0 HanuMuuu myTtauum B 12-n xpomocome. lamapTuH
(koaupyetcs TSC1) nogaBnseT pocT onyxosnen, a Tybe-
puH (Koampyetca TSC2) perynvpyeT 3SHAOLMTOS3.
B pesynbraTe HapylwatTCs eCTECTBEHHbIE MPOLECCHI
nogaBfieHWUs OMyxoseBoro pocta. Hanuume conyTe-
TBYIOLWEN natonorum — dubpoMbl BEPXHEN YENOCTU
y OaHHOWM NaLMEHTKU — CNYKWT JOKa3aTe/IbCTBOM.

Lenb uccnepoBaHus: ynyylleHMe METOAOB paH-
HeW AMarHOCTUKM M nevyeHust 60JbHbIX C AECMOMNIacTH-
yeckom dpnbpomor npu Ty6epo3HOM CKIepo3e.

MauuneHTbl U MeToabl. Mbl Habnwgann pebeHka
B BO3pacTe 5 /IeT ¢ AMarHo3omM Ty6epo3HOro cKiepos3a
¢ Gn6pPOMOI BEPXHEW YENIOCTH.

Pesynbratbl. [lpy BHEWHeM ocCcMOTpe B Mnpa-
BOW LWWEYHOM 06/1aCTU — CINIaKEHHOCTb HOCOryOHOM
CKnagKku. Mog4yentocTHble NUMbaTUYECKHUE Y3Mbl YMe-
PEHHO YBENWYEHbI, NpPX Nanbnaunn 6e3601E3HEH-
Hbl. WHTpaopanbHo: agedopmaumss BeECTUOYNAPHOM
NOBEPXHOCTU MPaBOW BEPXHEW YenocTn B obnactu
1.2-1.4 3y60B. Cnuaucrtaa o6o5o4ka Hag obpa3oBa-
HUEM LMaAHOTUYHA, NpW nanbnauum 6e360/1€3HEHHA,

pasmepamu 30 x 25 x 25 mm. MNpu KT-uccnegoBaHuu:
CPeAMHHbIE CTPYKTYPbl FOSIOBHOrO MO3ra He CMELLEHbI.
B cy6- 1 cynpateHTopuanbHbIX CTPYKTYpax roioBHOro
MO3ra ¢ 06enx CTOPOH 1 B 061aCTU MUHAANIMH MO3)KeY-
Ka onpenenstTcs pas3HoKanubepHble neTpuduKarhbl.
HaKonneHne KOHTpacTa B BELECTBE MO3ra He BbIfiB-
neHo. XKenyaoyku mosra He3HauduTesbHO acuUMMET-
puyHbl (D > S), pacwupeHbl, GopMa KX UCKaXKeHa.
B BepxHen yentocTv cnpaBa, ¢ BECTMOYNSpHOM 061acTu
KopHen 1.2-1.4 3y60B, onpenensercs obpasoBaHue
pa3smepammn 30 X 25 X 25 MM C OTHOCUTENBHO YETKUMMU
HEPOBHbLIMW KOHTYpaMW, BblpaxKEHHbIM OCTEOIM3UCOM.

KT-KapTuHa: o6pa3oBaHME BEPXHEW YENCTM.
MNponaBeaeHa onepauus Mo yganeHUIo Onyxoan Bepx-
Hen 4dentoctu. MaToMopdONOrMYecKkoe 3aKIYEHUE:
JecmMonnactuyeckas Gubpoma BEPXHEN YENIOCTHU.

3aknwueHue. HapyluieHme ectecTBEHHOro Gakro-
pa noaaBneHUss OMNyxoNeBOro pocta npu Ty6epo3HOM
CKJ1IepO3€e NPUBOANT K 06pa30BaHMI0 XapaKTEPHbIX 4Ns
JaHHOW MaTosiorMM OMyxosien, a TaKXe K HenaTorHo-
MOHWYHbIM onyxonam. [eTu, cTpagatowmne 601e3HbI0
BypHeBunng, NCMX03MOLMOHAbHO NabubHbl. PaHHSAS
XUpypruyeckas onepauus B YepenHo-nMueBon obnac-
TM NPUBOAWT K YCTPaAHEHUIO aHaToOMO-PYHKLIMOHab-
HbIX HapYLIEHUA N 3CTETUHECKUX HELOCTATKOB, AenaeT
pebeHKa counanbHO afanTUPOBaHHbIM U MCUXONOMK-
Yecku 6osee yCTOMUYUBBIM.
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0C00EHHOCTU XUPYPru4yecKOro e4yeHus
Helpoduopomarto3a | TMMA U NepCNEKTUBDI
KOHCEepBaTUBHOW Tepanuu

AKTyanbHocTb. Helpodubpomartos | tuna (HPI)
SBNSIETCA HACNeACTBEHHbIM CUCTEMHbIM 3a60/1EBaHNEM
HeanddepeHLMPOBaHHOW HEPBHOM TKaHW. Hacnenyetcs
Mo ayTOCOMHO-A0MWHAHTHOMY TWUMY (JTIOKYC rEHOB, MOJIOM-
Ka KOTOpbIXx NpuBOAUT K passutuio HPI, pacnonara-
€TCs Ha OA/IMHHOM nnede 17-1m xpomocombl [17q11.2]).

CoctaBnsetr 40% Bcex ayTOCOMHO-AOMWHAHTHbIX 3a060-
NeBaHui, ¢ nonHom neHetpaunen; B 50% cnydaes 3a6o-
neBaHWe $BNSIETCH HACNEACTBEHHbIM, B OCTaflbHbIX
50% — pe3ynbTaTom CMOHTAHHON MyTaLWUu.

Lilenb uccnegoBaHus: ynydylleHne METOAOB NeYeHUs
1 Ka4yecTBa XM3HM 60/bHbIX C HEMpodrbpomaTto3om | Tnna.






