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KpaTKas
nHpopmayma o
3abonesaHumn

lanakTo3eMua — HacneacTBEHHOE HapylueHne obmeHa yrneBoaoB, NPy KOTOPOM
B OpraHM3me HaKan/aMBaeTcA M3ObITOK raNakTo3bl U ee MeTabonnToB (ranaktosa-
1-docdata u ranaktmutona), 4TO 0OYCNABAMBAET KJAMHMYECKYID KapTUHY
3abonesaHuA. Tun HacnefoBaHMA 3aboneBaHMA — ayTOCOMHO-PELLECCUMBHBIN. B
OCHOBe 3ab0/IEBaHUA JIEKUT HEAOCTAaTOYHOCTb OAHOr0 M3 Tpex (epmMeHTOB,
YYaCTBYOLLMX B meTabonusme rasaKkTosbl: ranakroso-1-
docodatypugmntpacHodepasbl  (FTANT), ranaktokmHasbl (FTAJSIK) w  ypuauH-
andocdar (YOD)-ranakroso-4-anummpasbl  (FA/13). YactoTa ranakrosemuu no
AaHHbIM MaccoBoro obcnefoBaHWA HOBOPOXKAEHHbIX B Poccum coctasnset 1:
20000, npu 3TOoM nogaBnsiowee 6OMbWKHCTBO Cc/y4yaeB 3aboneBaHUs
obycnoBneHo mytaumamu B reHe GALT.

lanakrozemua maHudecTupyeT, NPEUMYLLECTBEHHO, B HEOHaTa/lbHbI MEepPUOA.
TaxkecTb 3ab0/s1eBaHUA Bapbupyer. Fanakrosemms npoAsaseTca y
HOBOPOMAEHHbIX Ha ¢OHe BCKapMaMBaHUA. Y pebeHKa noABAAeTcs pBOTa,
Anapes, TMNOTOHWA, COHAMBOCTb, BAJIOCTb. HapacTaloT CMMNTOMbI NMOPa*KeHMUA
neyeHu.

OMIM

230400

MepeyeHb
nccnegyemolx
napameTpos

OnpegeneHne akTUBHOCTU pepMeHTa rasiaktoso-1-pocarypuanntpacHdepasbl
B KPOBMU

NHPopmauma o
MeToze.
TpeboBaHue K
MmaTepuany

MoNyKONMYECTBEHHDbIN GEPMEHTHbIN aHaNm3.

[na nccnefoBaHUA MCMNO/b3YOTCA MATHA BbICYLUEHHOM KPOBU Ha
duNbTpoBanbHbIX BAaHKax. He gonyckaeTca Hac/0eHWe Kaneb KpoBM Mpu
3abope maTtepmana, o6nactb 3a6opa A0AKHA ObITb PABHOMEPHO NponMTaHa
KpOBbIO.

CpoK BbINOAHEHNA

14 pabouunx aHen




