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Knrouesnie criosa: demu, HapyweHusi obMmeHa yarneeodos,
eanakmosemusi

Axmyanvnocme. 'anakrozemus | Tuma — HacieaCTBEHHOE Ha-
pylIeHne oOMeHa yrIIeBOJ0B, 00YCIIOBICHHOE Ae(hHIUTOM (hepMeHTa
ranakto3o-1- pocdar-ypununrpancdepasst (FAJIT) u Hanu4uem ro-
MO3HMTOTHBIX MM KOMIIAyHI€TePO3UTOTHBIX MyTalluii B reHe GALT.

Onucanue KIMHHYECKOro ciaydas. Mansuuk, 25 THei, xano0bt
Ha JKeNITYIIHOCTh KOXKU M CKJIep, OTCYTCTBHE MPUOABKH MACChI Tea.
Pe6énok ot 3-if GepeMeHHOCTH, MTPOTEKaBIIeit Ha poHE Yrpo3bI Mpe-
PBIBaHUS, 2-X POJOB, CTapLIas cecTpa OT 1-if 6epeMEeHHOCTH 310pOBa.
Macca tena pe6énka npu poxaennu 4180 1, aiuHa Tenma 55 cM. Ha-
XOZMJICSI HA TPYAHOM BCKapMiuBaHuu. [1py nmpoBeieHnn HeoHaTallb-
HOT'0 CKPMHUHTIA OBUIO BBISIBJICHO ITOBBILICHHE YPOBHS I'aJaKTO3bI 10
77,7 mr/pn, npu perectupoBanun — 71,4 mr/mt. Ilpu 00beKTHBHOM
OCMOTpE: Pe3Koe CHIKEHHUE TYpropa TKaHel, HKTePUYHOCTh KOXKH U
CKJIEp, YBEJIMUCHUE 00BbEMA )KUBOTA 33 CIET METCOPU3Ma, yrHETEHHE
HepBHO-pedekTopHOil Bo30yaumocTu. [Ipu maboparopHsIx uccieno-
BaHWSX B 00IIIEM aHaIM3e KPOBU: JISHKOIUTO3, HEUTpOodHIE3 co CaBHU-
TOM BJICBO; B OMOXUMHYECKOM aHAIN3€ — TUIEPOUITUPYONHEMHUS, 10-
BBIILIEHUE YPOBHSI TpaHCaMHUHAa3 B 5 pa3 oT HopMmbl. [lpu Y3U opra-
HOB OpIOIITHOM ITOJOCTH BBISIBIICHO YBEIHIECHHE JTNHEHHBIX Pa3MepoB
HEUCHH U cene3HKU, 1uddy3Hble H3MEHEHUs eyeHu. bbur nocras-
JIeH IMarHo3: rajakrosemMusi. OTMEHEHO IpyJHOE BCKapMIIMBaHKeE, Ha-
3Ha4YeHa CMEeCh Ha OCHOBE aMHHOKHMCIOT. Ha (oHe nuerorepanin Ha-
Oro/aiach MOJIOXKUTEINbHAS JMHAMUKA: KYIHPOBAJIACh XKEJITyXa, OT-
MedeHa IpubaBka B Macce Tena. [IpoBefeHo MequKO-TeHeTHIeCKoe
uccienoBanue aktuBHocTH Gpepmenta [AJIT: y manneHTa BbIsSBICHA
mytanus p.Glnl88A4rg n Bapuant Jlyapre (p.Asn314Asp) B rerepo-
3UTOTHOM COCTOSIHHMH, Y MaMbl — MyTanus p. Gin188Arg B rerepo3u-
TOTHOM COCTOSIHWH, y Tianbl — Bapuant Jlyapre (p.Asn314A4sp) B re-
TEPO3UTOTHOM COCTOSIHHH, y CTapIlel cecTphI MpoOdaHaa — BapHAHT
Hyapre (p.Asn314Asp) B reTepO3UroTHOM COCTOSIHUU. MeTo0M DH-
3UMOJMAaTHOCTUKH OTIpPe/ieNieHa HU3Kast aKTHBHOCTH (DepMEeHTa TaJlaK-
T030-1-docdar ypuaunrpanchepassl.

3aknouenue. IIpeacTaBieHHbIA KIMHUYECKUHN Cllydail yHUKAJICH,
T.K. IEMOHCTPHUPYET Pa3BUTHE KIACCHIECKON KapTUHBI TaIaKTO3EMUH
1 Tuma y manmeHTa ¢ KOMIayHAreTepO3UIrOTHBIMU MyTaLUsIMH B Ie-
He GALT. HeoHaTtonoru u neguaTpsl IIEPBUYHOTO 3BEHA 3PaBOOXpa-
HEHUS JOJUKHBI UMETD IOJIHBIE MPEACTABICHUA O KIMHUYECKUX ITPO-
SIBTICHHSIX HApYIICHUI OOMEHa JJIsl CBOEBPEMEHHON THAarHOCTHKU U
KOPPEKIUU HapylieHHH. MoneKyIapHO-TeHETHIECKOe 00CIeI0BaHUe
ceMell, IMEIOIINX JieTell ¢ TeHEeTHIEeCKUMH 3a00JIeBaHUSIMH, UMEET pe-
IaloIee 3HAYCHNE ISl TNITAHUPOBAHMUS IETOPOXKICHUSL.



