deHUNKeToHYpuUsi

B ocHoBe 60n1e3HN — HapyleHne obMeHa He3aMeHMMO aMUHOKMUCIOThI peHnnanaHuHa. B
HOPME B OpraHu3me YenoBeka rmapokCUINPOBaHNe oeHnnanaHnHa NponucxoanT nog
LecTBMEM (pepMeHTa heHmnanaHmHrnapokcunnasel. B aToM npouecce y4acTByeT psa opyrux
BELWECTB, B YaCTHOCTM, aurngpobuontepuH. Hanbonee pacnpoctpaHéHHas chopma
PEHNNKETOHYPUN — ayTOCOMHO-peLieccnBHoe 3abonesaHne, 06ycnoBneHHoe AeuUmMToM
hepMeHTa heHnNanaHHrMapoKcunasbl, 4To HapywaeT nNpeBpaLleHne oeHnnanaHnHa B
TUPO3WH.

B kpoBu, Mo4e, NOTe NaLUMEHTOB NOBLIWEHO COAEPXaHne peHunanaHnuHa 1 npoayKToB ero
Le3aMUHMPOoBaHMS: doeHnnaueTaTta, eHnnauLeToykCycHom, OeHMNNMPOBUHOTPAAHO KMCNOT,
Hapywatowmx passutue LIHC. M3BecTHO 6onee 30 natonornyeckmnx MyTaHTHbIX annenei reHa
doeHnnanaHnHrungpokcunassl (PAH, 12924). 3—10% cnyyaeB peHUNKeTOHypux BbiI3BAHO
0EeOULNTOM OPYrnx PepMeHTOB, yHaCTBYOWMNX B

mMeTabonmame doeHnnanaHmHa

[eTn ¢ heHnNKeTOHYpUEn NpU PoXAeHUN 300POBbl. Bckope nocne poxaeHus npu
NOCTYNNeHUN oeHnnanaHnHa ¢ MosIokOM MaTepu y AeTeil BO3HUKAIOT 3a4epXKa YMCTBEHHOMO
Pa3BUTUS 1 HEBPONIOTMYECKNE CUMMTOMbI (MbIWEYHbIA FMNEPTOHYC, TPEMOP, aTakCus,
rMNepKrHesbl, aNMNenTUOopPMHbIe Npunaaku). BonbHble NMEKT CBET/bIE BONOCHI, ronybbie
rnasa, 6negHyto Koxy. ¥ HUX NOBbIWEHA YYBCTBUTENbHOCTb K COMHEYHbIM Jly4yaM, H4acTo
pas3BMBalOTCA 9K3ema 1 apyrue gepmatuTtol. mnonurmeHTaums obycnosneHa 610KoMm
npespalleHns peHunanaHuHa B TMPo3uH. dusnyeckoe pasBuTue neTer cTpanaet
He3HaunTenbHo. K KNMHNYECKUM NPOSIBNEHUSIM CUHAPOMA OTHOCSIT XapaK TEPHBbIA «MblWHbIA»
3anax, CBSI3aHHbIli C BblAENEHMEM NOTOBLIMM Xene3amy MeTabonuToB oeHnnanaHuHa.
Mopdbonornyeckme U3MeHeHust Npy OEHNNIKETOHYPUM HecneunguyHbl. B ronoBHoM Mosre —
NEMUENVHN3aUNS, TIM03, CKOMNEHNE Makpoddaros C MEHNUCTON LMTOMNNA3MOM, CoaepXallei
nMnuabl.
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KnuHnyeckme NnposiBNEHUSI KOMbI
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