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cDeHVII'IKETOHprFI. MOﬂEKynﬂpHO-FeHeTM‘-IeCKOG nccnegoBaHue MYTaLLMVI B reHe
PAH

Koa ycnyru

A 27.30.232

KpaTKas
nHpopmayma o
3abonesaHumn

deHunketoHypus  (PKY) — HacneactBeHHoe 3aboneBaHuwe, obycnoB/ieHHoe
geduumtom  depmeHTa  PeHWNANAHWHIMAPOKCUAA3bI,  MNPUBOAAWMM K
HaKoOMIeHNI B 61OoN0orMyYecknx KUOKOCTAX deHnnanaHmHa
(rvnepdeHmnanaHnHemmnn) U NPoayKTOB ero pacnaga. 3abonesaHue BbI3BAHO
MyTauuel reHa @eHunanaHuHrapokcunasbl (PAH), nokanusyloulerocs Ha
ONIMHHOM nnevye xpomocombl 12, yyactke 12022-g24.1. Tun HacnegosaHuA —
ayTOCOMHO-peLeccuBHbIM. B Poccun, no paHHbIM HEOHATA/IbHOFO CKPWUHMWHTA,
yactoTta PKY cocrasnser 1:7000

B ocHoBe naTtoreHesa nexKuTt 610KMpoBaHNE TMAPOKCUANPOBAHMA PpeHnNanaHNHa
M npeBpalWeHna ero B TUPO3WH. [lpAMbIM  cneacTBMem  HapylleHus
rMMAPOKCUINPOBAHUA ABNSIOTCS HaKoMeHne GpeHunanaHnmHa B KPOBU M MoOYe U
CHUXKeHMe 0b6pa3oBaHUA TUPO3UHA. Y HenedeHblx Any, ¢ PKY KoHueHTpauus
deHmnnanaHMHa B nNnasme [AOCTUrAeT YPOBHA, AOCTAaTOYHO BbICOKOro A/
aKTMBAUWM anbTepHATMBHbIX  NyTel  meTabonmama ¢ obpasoBaHMEM
deHunnupysaTa, d¢eHunaueTata, ¢eHMNNaKTatTa W APYrMxX MNPOU3BOAHbIX,
OKa3blBalOWMX TOKCUMYECKUA 3SPGIEKT Ha pasnuyHble opraHbl M TKaHW. B
HanbonblUel cTeneHW CTPaAaloT CTPYKTYPbl LEHTPasbHOW HEPBHOM CUCTEMBbI.

OMIM

61600

MepeyeHb
nccneayembix
reHoB, MyTauui

F'eH PAH (reH deHMnanaHMHrMAPOKCMAa3bI).

TectupoBaHne myTtaumini R408W (c.1222C>T), R261Q (c.782G>A), 1VS12+1g>a,
R261X (c.781C>T), R252W (c.754C>T), INS10-11g>a, L48S (c.143T>C), P281L
(c.842C>T), E280K (c.838G>A), G272X (c.814G>T) reHa PAH.

NHPopmauyma o
MeToze.
TpeboBaHue K
MmaTepuany

NccnepoBaHue ¢ obpasuamu BbiaeneHHolh AHK BbinonHsetca metogamu MLUP,
PEeCTPMKLUMOHHOIO aHanusa, ¢ pasgeneHnem noaydaembix AHK-npoayktos ¢
NOMOLLbIO refb-371eKTpodope3a B arapo3HOM W MNOAMAKPUAAMUOHOM rene c
nocneaywouien aetekumeinn B Y®-ceete. Onpeaensaerca Hanuuue/oTcyTcBue
uccnegyemblx MyTaHTHbIX BapuaHToB reHa PAH, a TakXe onpepaensaeTca craTyc
BbISIBNISSIEMOWN MyTaLMKN (TOMO3UTOTHAA UKW FETEPO3UTOTHANA MyTauus).

[ns aHannsa ncnonb3yercs BEHO3HasA KPOBb, B3ATaA B Npobupky ¢ D4TA > 2 mn.

CpOK BbIMO/THEHUA

21 pabouunit aeHb




