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Beenenne. B 2003 rony M. Van der Knaap ¢ coaBropamu ObUIO OTKPHEITO HOBOE 3a00JIeBaHUE U3 TPYII-
el JielikosHedanonatuii — LBSL, xapakTepusylomieecss MO3:K€YKOBBIMU, MUPAMUAHBIMU HAPYIICHUS-
MU, TIOpaXXeHUEM 3aJHUX CTOJI00B CIIMHHOrO Mo3ra M crneuuduyHoil KaptuHoit mpu MPT, B 2007 romy
G.Scheper u coaBTopamMu OBLIY BBISIBIICHBI MOJIEKY/ISIPHO-TEHETUYECKIIE OCHOBEI 3a00JieBaHMsI. bblTo BBI-
CKa3aHO IIPEIIIOJIOKEHIE, YTO 3a00JIeBaHNEe MMEET ayTOCOMHO-PELICCCUBHBIN TUIT HACICTOBAHMSI.

Ieablo jaHHOK PabOThI ABASETCS M3YYEeHME KIMHUYECKUX MPOSIBJICHWM, HEHpOpaaroJIoTMYecKoro
¥ MOJICKYJIIPHO-TEHETUIECKOTo 00CIe0OBaHUS IBYX AeTell B ceMbe C II0A03peHEM Ha HelipoiereHepaTuB-
Hoe 3a00JIeBaHUE.

MeToapl 1 MaTepuaibl: KIMHUKO-T€HEaJOrMueCKrii aHaMHe3, (DU3UKaIbHOE U IICUXOHEBPOJIOTHYEC-
Koe 00ciegoBaHue MallMeHTOB, KOMITbIOTepHas ToMorpadusi U MarHUTHO-PE30HAHCHOE UCClIeIOBaHUE Io-
JIOBHOTO MO3ra, MOJIEKYJISIPHO-T€HETUUECKOE 00CIeI0BaHUE CEMbHU.

Pesyasratel u o0cyxnenne. OOcienoBaHa cembs I1., mMmeromas AByX AeTeil ¢ HelipomereHepaTHB-
HBbIM 3a0ojeBaHueM. Ponutenn v ABoe CTapluuX AeTeil 3M0pOBbI, B pOAy MOAOOHBIX CIyYaeB HE BCTpeya-
Jock. loub C., 2008 roma poxaeHus, 6epeMeHHOCTb U POlIbl 0€3 OCOOEHHOCTEM, Macca NPy POXKICHUN —
3440 1, pa3BuBajach Mo BO3pacTy, B 8 MecsleB nepeHecaa Tskenyio OPBU, mociie koTopoii cTana orcTaBaTh
B MOTOPHOM pa3BUTUM. IIpu obciaemoBaHuM B 1 rom 5 MecsdleB CAaMOCTOSTEIbHO HE XOAUT, MbILIEYHBIA
TOHYC CHUXXEH, CYXOXWIbHbIE pedJIeKChl TOPIUAHbIE, KOHTAKTHA, TOBOPUT HECKOJIbLKO cIOB. IIpoBeneHo:
KT ronoBHOro Mo3ra — CUMMETPUYHOE CHUKEHME TIJIOTHOCTU OeJIoro BelllecTBa IOJyIlapuii TOJIOBHOTO
Mosra u mo3xedka; MPT - moBceMecTHOE MOBbIIIIEHME MHTEHCMBHOCTA M P-curHaja ot 6e10ro BeliecTa
TOJIOBHOT'O MO3Tra, MO3XeuKa, cmuHHoro mo3ra Ha T2 B ; TMC — gpaHHBIX 32 HapylueHre oOMeHa aMUHO-
KHCJIOT, OPTAHUYECKNX aMUHOAIIMIOTIATU1, MUTOXOHIPUAIBHOTO [3-OKUCIIEHUS HE BBISIBIICHO; METaXpOMa-
THYecKad Jeikoauctpodus, 6oae3Hb Kpadbde, crimHanbHas1 MbllIeuHast aTpodus UCKIoYeHbl. bbia nuar-
HOCTHPOBaHa JEUKOAUCTpOGhUsI HEYTOUHEHHOIO FeHe3a.

ChiH A., 2011 roga poxneHus, B 1 rog 3 mMecsiia He CUINT, HE XOAUT CAMOCTOSITEbHO, TMICUXUYECKOE
pa3BUTHUE COOTBETCTBYET BO3pacTy. B HEBpOJIOTMUECKOM CTaTyCe: HUCTAarM, CHUKEHYE MbILLIEYHOIO TOHYCa,
oTcyTcTBUE KoeHHBbIX pediekcoB. Ha KT u MPT roioBHOro u CHMHHOIO MO3ra — KapTUHa, aHaJIOTUYHast
cecTpe.

ITpoBeneHHOE MOJIEKYISIPHO-TEHETUUECKOE 00CIeA0BAHUE CEMbU BBISIBUJIO Y ACTEH IBE MyTallMM B TEHE
DARS?2, xotopslit KogupyeT mtAspRS (mitochondrial aspartyl-tRNA synthetase): Chr.1: 173800770 T>C,
€.492+2 T>C oruoBckoro npoucxoxaeHusa u Chr.1: 173797459 ¢.228-12 C>G matepuHckoro. ITonoOHbIe
W3MEHEeHUs OOHAPYXKMBAIOTCS y OOJbHBIX JeliKoaHLedaaonaTueil ¢ npeuMyliecTBeHHbIM MopaxkeHueM
CTBOJIa MO3ra, CIIMHHOTO MO3Ta U MOBBIIIEHHBIM JIAKTaTOM B ITOpaxxeHHOM OejioM BelecTse (LBSL).

BruiBoapl. KiimHMueckas KapTvHa U cienuguyHble ocobeHHOCTH MPT rojloBHOro U CIMHHOIO MO3-
ra yKasblBalOT Ha HajJM4yue JAaHHOTO 3a0osieBaHUs Yy aeTeil. MoseKyIsipHO-reHeTUYeCcKoe o0cea0BaHue
CeMbU yOEeIUTEIbHO MOKA3bIBAET ayTOCOMHO-PELIECCUBHBINM TUIT HACJAeA0BaHMS 3a00eBaHMsI, TTO3BOJISIET
MPOBECTU MPEHATATbHYIO IUATHOCTUKY.



