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AKTyaAbHOCTb. TK2-accouumpoBaHHas MUonatus — pea-
Kas MNOTEHUMAAbHO AeTaAbHas MaToAorns, 0OYCAOBAEHHas
MyTauMsiMK B SIAEPHOM reHome B reHe TK2, NpUBOASLLMMMU
K AeDEKTY CUMHTE3a depMeHTa TUMUANHKMHA3bI 2 (TK2) 1 cbop-
KW HYKAEO3WAOB, UCTOLLEHUIO MUTOXOHAPUAABHOW AE30KCUPU-
H6OHYKAEMHOBOW KUCAOTbI (AHK) ¢ pasBUTUEM KAMHWKK MUO-
naTM4Yeckoro cuHApoma. latoreHeTnueckas Tepanva B BUAE
AOTaLMK HYKAEO3UAOB (TMMUAUHA, AE30KCULIUTUAMHA) YBEAUUU-
BaeT AAMTEABHOCTb XU3HM NauMeHTa.

LieAb uccaepoBaHus. MpeAcTaBUTb 0COOEHHOCTU TeUEHUS
TK2-muonatumn y pebeHka NnepBoro ropa XusHu.

MauueHTbl U MeToAbl. AeBouka M., obcrepoBaHa B BO3-
pacte 7 mec B AeTCKOW ropoAckoi 6oAbHMLE Ne 1 HuxHero
HoBropoaa ¢ xanobamu Ha yTpaTy BO3PACTHbIX MCUXOMOTOP-
HbIX HABbIKOB, CHWXXEHWE MacChl Tena, ABUraTeEAbHON aKTUBHO-
cTU. PebeHok ot 3-i1 bepeMeHHOCTH Ha pOoHe TOKCHKo3a B | Tpu-
MecCTpe, 2-X CPOYHbIX AOMALLHMX POAOB. BckapmavBaHue
rpyaHoe. A0 2 MeC B MOAVKAMHKKY He obpallaAnCh, HEOHaTaAb-
HbI CKPUHWHI HE NPOBEAEeH, He BakumHupoBaHa. Ao 5 mec
NCUXOMOTOpHOe, dU3NYEecKoe pasBUTME MO Bo3pacty. AebroT
3aboneBaHUs ¢ 5,5 Mec: NOABAEHME BSAAOCTU, OTKasa OT eAbl.
C 7 mec nocAe BWMPYCHOM MHOEKUMM — apMHaMus, yTpata
NMCUXOMOTOPHbIX HaBbIKOB. [1py OCMOTPE COCTOSIHUE TSXKEAOE,
He COCeT, He TAOTaeT, GpU3MUEecKoe pa3BUTUE OUYEHb HU3KOE
(Macca TeAa, pOCT, MHAEKC MaccCbl Tena MeHblie -2 SD,
HO 6oAblie -3 SD). KoxHble NOKPOBbI BAeAHbIE, TMNOTPOGMUS,
renatomeranvsa A0 3,5 cM. AAMHaMUS, N03a «AAMYLLUKWU», PEeKyp-
BaLMA B CycTaBax, BO3PACTHbIE HABblKW OTCYTCTBYHOT, KPUK CAa-
6bli1, pe6EHOK FOAOBY HE AEPXMT, Ha 3BYK HE pearupyeT, B3rAsA
He GUKCMPYeT, YaCTUUHbIM NT03, odTarbMonapes, runepcanu-
BaLWA, aToHUs, apedrekcus. NabopaTopHble aHaAM3bl: acnap-
TaTaMuHoOTpaHcoepasa — 363 Ep/A, anaHMHAMUHOTPaHCcOhe-
pa3za — 187 Ea/A, kpeatnHdochoknHasza (KOK) — 2271 Ea/A,

KOK-MB — 333 Ep/A, AakTaTaervapporeHasa — 2742,2 Ep/a,
MWOTAOBUH — 778 MKr/A, TPOMOHUH — 401 Hr/A, anboda-
detonpotenH — 25 ME/MA, C-peaktnBHbI 6erok — 14 mr/a,
AaKTaT KpoBM — 3 MMOAb/A. ObcaepOBaHWME Ha WMHOEKUMH
METOAOM WMMMYHODEPMEHTHOIO aHaAn3a, WMMMYHOOAOTUHT,
peBMaToAOTMUECKE MapKepbl — 6e3 natororuu. Mo AaHHbIM
KOMMbIOTEPHOW TOMOrpadun, MarHUTHO-PE30HAHCHOW TOMO-
rpadun rOAOBHOrO MO3ra, PeHTreHorpadun rpyAHOM KAETKM,
YABTPA3BYKOBOIO MCCAEAOBAHWA OPraHoB OPHOLIHOWM MOAOCTM:
NaToAOrMK HeT. PepMEHTOAMArHOCTUKA Ha A30COMHbIE 6oAE3-
HW HakonAaeHus (ABH), B Tom uncae 6oae3Hb Momne, TaHAeM-
Hasi Macc-CNeKTPOMETPUSA, MOYa Ha OPraHUYeCKUe KUCAOTbl —
6e3 OTKAOHEHUI. INEKTPO3HLEeParorpammMa — 6e3 NaToAoruu,
aneKTpoHeripomuorpadus (IHMIN) — akcoHonatva 6GoAbLUe-
6epuUoBbIX HEPBOB. TakMM 06pa3om, BbIAU UCKAKOUEHBI MHOEK-
UMOHHasA, ayTOMMMYyHHasA MAaTOAOMMS, OMYyXOAW, HACAEACTBEH-
Hble aMWHOAUMAONATUK, OPraHUYECKUE aunAypuun, AedpeKTbl
b-oKMCAEHUA XMPHbIX KUCAOT, ABH, nopaxeHne MOTOHENPOHOB
CMUHHOro Moa3ra. MaHeAb «HacAeACTBEHHbIE MUOMATUW»: BbISIB-
A€Hbl MyTaLMK 3K30Hax 2 1 6 reHa TK2, onMcaHHble Kak naTto-
reHHble Y nauneHToB ¢ TK2-muonatven. AnarHo3 NoATBEPXAEH
CEKBEHWpOBaHWeM no CeHrepy «Tpuo»: y MaTepu aHanormyHas
MyTaumsi B 9K30He 6, y OTli@ — B 9K30He 2 reHa TK2.

Pe3synbTaTbl M 3aKAloueHue. [lpeaCTaBAEH KAMHWYe-
CKMW CAyYalh MAAAEHUYECKOM GOPMbl PEAKOTO MOHOrEHHOro
3aboneBaHMs — TK2-accoUMMPOBAHHOM MWTOXOHAPUAABHOM
Muonatn. OCOBEeHHOCTBIO CAydas SBAAKOTCA paHHUI AebroT
naToAOrMu, no3pHee obpalleHue 3a MEAULMHCKOW MOMOLLBIO
1 HebAaronpuATHbIM NPOrHo3. Mo XM3HEHHBIM MOKa3aHWAM
pebeHKy HYXEeH MOCTOSIHHbIM MPUEM Crneunarn3MpoBaHHOro
NpoAYKTa nutaHmsa B Ao3e no 400 mMr/Kr/cyT (TMMUAMH, AE30K-
CULIMTUAMH) KakK E€AMHCTBEHHbIM BapWaHT MaToreHeTUYeCcKon
Tepanuu.



