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KpaTkan deHnnketoHypma  (PKY) — HacneactseHHoe 3abosieBaHWe, obycnoBneHHoe

nHbopmauma o aeduumtom  depmeHTa  GEHMAANAHMHIUOPOKCUMAA3bI,  MPUBOAALLMM K

3abonesaHumn Hakon/ieHuto B b6uonornyeckmx KUOKOCTAX deHnnanaHnHa
(rvnepdeHnnanaHnHemMnn) M NPoayKTOB €ro pacnaga. 3abosieBaHWe BbI3BAHO
MyTaumMel reHa deHunanaHuHrapokcunasol (PAH), nokanusylouleroca Ha
O/MHHOM nnede xpomocombl 12, yyactke 12922-g24.1. Tun HacnefoBaHuA —
ayTOCOMHO-peLeccuBHbIN. B Poccun, no paHHbIM HEOHATasIbHOTO CKPUHWHIA,
yactoTa PKY coctasnset 1:7000
B ocHoBe naToreHesa nexuTt 6J10KMpoBaHME TMAPOKCUANPOBAHMA PeHmnAanaHMHa
M npeBpaweHua ero B TUPO3UH. [pAmMbIM cneacTBMEM  HapylleHuA
TMAPOKCUANPOBAHUA SABAAIOTCA HaKonieHue ¢peHunnanaHMHa B KPOBU M MOYe U
CHUXKeHMe obpa3oBaHMA TUPO3UHA. Y HeneyeHblx any, ¢ PKRY KoHUeHTpauma
deHunanaHMHa B nnasme [OCTUraeT YPOBHA, AOCTAaTOMHO BbICOKOTO ANA
aKTUBAUMM asbTepHATUBHbIX  nyTe  meTabomama ¢ obpasoBaHuem
deHunnupysata, ¢eHunauetata, deHWNNakTata W APYrUX MNPOU3BOAHbIX,
OKa3blBalOWMX TOKCMYECKMA SPOPEeKT Ha pasnuyHble opraHbl M TKaHW. B
Hambosbluelt CTeneHu CTPaAatoT CTPYKTYPbl LEHTPANbHOM HEPBHOW CUCTEMDI.

OMIM 61600

MepeyeHb OnpepeneHne KOHUEHTPaUMn peHnnanaHmHa B Cyxmx NATHaX KPOBM

nccnenyembix

napameTpos

NHdopmaumsa o
meToze.
TpeboBaHue K
maTtepuany

MpuHUMN  onpefeneHusa  KOHLUEHTpauuu  ¢deHwnanaHuHa  OCHOBaH  Ha
06pasoBaHuM ayopecLUpyOLLErO KOMMIEKCa GeHUNANAHMHA C HUHTUAPUHOM,
WMHTEHCUBHOCTb KOTOpOoro ycunmBaeTca npu AO0MNOIHUTENBHOM
KomniekcoobpasoBaHuu ¢ agunentuaom L-neiunn-L-anaHMHoM.

Ona  wvccnenosaHus MCNONb3YIOTCA MATHA BbICYLUEHHOMN KPOBM Ha
¢unbTpoBanbHbIX 61aHKax. He ponyckaetcA HacioeHMe Kanenb KPOBWM Mpu
3abope MmaTepuana, obnactb 3abopa A0MKHA 6biTb PaBHOMEPHO MNpPONUTaHa
KPOBbIO.
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