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AkTyanabHocTb. CuHapoM Alikapau—I'yTeepeca — 370 pea-
KO€ TeHeTH4ecKoe 3a00ieBaHNe, 00YCIIOBICHHOE YCUIICHHOH Ipo-
nyknueit uHTepdepoHoB | Tuna, KIMHAYECKH XapaKTepHu3yole-
ecst nopaxkenneM L[HC ¢ kanprudukanuei, gelikonucrpoduei,
MTOBBINIEHHEM YPOBHSI HHTep(EpoHa-0. B CIHHHOMO3TOBOM JKHI-
KOCTH IIPH OTCYTCTBHUH JAHHBIX O HAJIMYUU BUPYCHON HHOEKIUH
¥ HOPMAJILHOM YPOBHE JIMM(OLIUTOB.

OnucaHne KIMHUYECKOro ciayyasi. Mansauk, 4 Mec, ocTy-
MHJI ¢ XKaslo0aMH Ha KPYITHOPAa3MaIIHUCTHII TPEMOp BEPXHUX KO-
HEYHOCTEH, 6eCIOKOHCTBO, IPEUMYIIIECTBEHHO BO BpeMs H I10CIE
KOPMJICHUSI, TIOBBILIEHHE MBIIIEYHOTO TOHYCa U 3aJIePIKKY MOTOP-
HOTO U NCUXHYeCKOro pa3Butus. Co CIOB MaTepu, ¢ POXKACHUS
y peO&HKa OTMEUaeTCs TpeMOp BepXHUX KoHeuHocTel. [Ipu MPT
TOJIOBHOTO MO3ra ObliIa BBISBICHA KapTUHA U PY3HOTO mopa-
JKeHHs 0eIoro BellecTBa OONBIINX MOTyIIApHA FOIOBHOIO MO3-
ra ¢ MHO)KeCTBEHHBIMHU KaJIbIIUHATAMU — IIOCJICACTBUS BHYTPHU-
yTpoOHO# nHdekuy. CTBOI MO3ra YMEHBIIEH, UCIIACTHYHBIH.
IIpu noctyruieHnn coctosiHue pedéHka Tsokénoe. B momoxkeHun
Ha CTIMHE Y peOEHKa yCHUIMBACTCS KPYITHOPAa3MaIIUCTHIH TPEMOp,
Ha pyKax Tpemopa HeT, peOEHOK ycrmokauBaercs. [lortanue Ha-
pyuieHo. MpIlIeUHbIH TOHYC U3MEHEH 10 CIIACTHYECKOMY THUILY.
Mpimeynas cuna cHbkeHa 10 3 6amoB. CyXoXHIbHbIE U HaJl-
KOCTHHYHBIE peIeKchl ¢ pyK B HOT CHIbKeHBI, D = S, pediekco-
TeHHBIC 30HBI He pacuupeHbl. CrioHTaHHbIH peduiekc Mopo, XBa-
TaTebHbIH peduiekc, peuiekc Omopkl ¢ EPEKPECTOM B HUKHEH
TpeTH, peduiekc aBTOMaTH4ecKoil xoabp0bl. CUMMETPUUHBIN Ja-
OMpUHTHO-TOHUYECKHU peduiekc. bpromiHbie pedrexchl KuBbIe,
cuMMeTprudHble. KOHCYIbTHPOBaH HEBPOJIOTOM, YUUTHIBAsI OTPH-
LaTeNbHYI0 IUHAMUKY (TIpH OTMeHe 0aKJIo(peHa 0TMEUAeTCs yCH-
JeHue TpeMopa) peOEHKY BO300HOBJICHA Tepanus 0akiIoQeHOM
B 03¢ 0,625 mr 3 pa3a B ieHb, IpU HeZocTaTo4HOM dddekre pe-
KOMEHJIOBaHO Ha3HAuCHME KIJIOHa3emaMma, JIEBOona + KapAuao-
na Juis yMeHblIeHus runepkunes3on. [Ipu 301 B 6onpcTBOBaHNH
1 BO CHE PETHCTPHUPOBANIACH PETHOHANBHAS JITIIICNTU(GOPMHAS aK-
THBHOCTP B IPABOM 3aTBIJIOYHOM OT/IEJIE B BUJIE CITAIKOB, a TAKKe
IpoOEroB KOPOTKMX PUTMHUYHBIX pa3psiaoB. B ornenennu ped&nok
KOHCYJIBTUPOBAH T€HETUKOM U, YUUTHIBAsl JaHHbIE aHAMHE3a JKU3-
HU U 3200/1eBaHMs, KIMHUYECKYIO KapTuHY, 1aHHble MPT romios-
HOT'0 MO3r'a BBICTABJIEH JUArHO3: CUHAPOM Alikapau—IyTeepeca.
HUccnenosansl 3x308b1 01 1 02 rena rena TREXT (OMIM 606609).
B sx30He 02 ObLT BBISBIICH HYKJICOTHAHBINA BapuaHT ¢.212 213del
(chr3:48466860CTG>C; NM_033629.6; 1s74689946) B rerepo3u-
TOTHOM COCTOSIHUH, IPUBOIAIIMNA K CABUTY PAMKHU CUUTHIBAHHSA
p-V71Gfs*30. HykneoTuaHbIi BapuaHT ONMCaH paHee y O0Jib-
HBIX ¢ cuHapoMoM Alikapau—I'yreepeca. Taxoke B 9k30He 02 BbI-
SIBIICH HyKJIeoTuaHbIi BapuaHT ¢.341G>A (chr3:48466996G>A;
NM 033629.6; 1s72556554) B TeTepO3UTOTHOM COCTOSIHUH, TIPH-
BOIISIIINI K aMUHOKHCIIOTHOMY Bapuanty p.R114H. Hykneotun-
HBI BapHUaHT OMHCAaH paHee y OOJNBHBIX C CHHAPOMOM AWKap-
mu-Tyteepeca. CornacHo 6ase nanasix OMIM, myTaiuu B reHe
TREXI onucanbl y OONBHBIX ¢ CHHIpOMOM Aflikapau—I'yTeepe-
ca, tun 1 (OMIM 225750), HacneayeMbIM 110 ayTOCOMHO-OMH-
HAaHTHOMY U ayTOCOMHO-peneccuBHOMY THmaM. [Tocie mpose-
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JOEHHOTO MOJIEKYIISIPHO-TEHETHUECKOTO 00ClIenoBaHus peO&HKa
HE BBI3bIBA€T COMHEHUI Auarfo3: cuaapom Alikapau—IyTee-
peca, tun 1 (OMIM 225750). IIpu npsiMoM CEKBEHHUPOBaHUHU
no CaHrepy NOATBEPKAEH IUarHo3 y poauteneil. Pe6€Hok nepe-
BeA€H B LleHTp AeTcKoii reMaronoruu, OHKOJIOTHH U UMMYHOJIO-
ruu umenn J{murpus Porau€sa (MockBa) 11T HHATIMAIINY TIATO-
TeHETHYECKOH Tepamnuy.

IIpakTHyeckas 3HaAYUMOCTb. [IpencTaBiaeHHbIN cyJail yKa-
3bIBa€T Ha HEOOXOANMOCTD MOBBIIIECHUSI OCBEIOMIEHHOCTH Bpa-
4yell 0 KIIMHMYECKUX TPOsIBIeHUsX Oone3nn Alikapau—IyTeepeca
y nereil. HeoO6xoauMo npoBefieHre HeipoBHU3yaln3alyu, BKIIO-
yarorue MPT ronoBHoro mosra, KOHCYJIBTallU T€HETHKA C IIPO-
Be/ICHHEM T'eHETHYECKOT0 00CIIeIOBaHUS sl BeprU(DUKANK AHa-
THO3a ¥ Ha3HAUYEHHUs PAHHETO CIeNNU(pHIESCKOTO JICUSHHUSI.



