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WccnenosaHme PesynbTat KoMMeHTapuii
®eHnnkeToHypust PAH CM.KOMM. Pe3ynbTaT npunaraetcs Ha oTAenbHOM 6raHke.

BHuMaHne! B 3neKTpOHHOM 3K3eMnsipe 6r1aHka Ha3BaHWe UCCNefoBaHMs COAEPXMT CCbIIKY Ha CTPaHULY caliTa C OnmncaHueM
UccneaoBaHusa. www.invitro.ru
Pe3yanaTb| MCCﬂeﬂOBaHMVI He ABNAKTCA AMAarHo30M, HeO6XO,D,VIMa KOHCY/bTaLu4a cneunanncra.
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MH3 999999999

OIIMCAHUE

[Taniuent obcnenoran B HezaBucumoii mabopatopun « MTHBUTPO» mo TecTyNe7781:

DeHUITKeTOHYpPHA
(PHENYLKETONURIA; PKU OMIM 261600).

DEHMIKETOHYPHUSI — HACIEACTBEHHOE ayTOCOMHO-PEIIECCUBHOE 3a00JICBaHHE U3
rpynnsl  GepMEHTONaTH,  XapaKTepu3ylolleecss  HapylleHHeM  oOMeHa
aMUHOKHUCIOTHI (heHmnaiannHa (DA).

I'em PAH koaupyeT aMHUHOKHCIOTHYIO TIOCIIEIOBATECIIBHOCTh  (pepMeHTa
(heHMITaIaHMHTUIPOKCIIIa3bl,  YYacCTBYIOIIETO B IIpollecCe  MpEeBpallcHUs
dbenmanannHa B TUpo3uH. Ha cerogusmnuii 1eHs onrcano cBeimre 1000 myTaruii
B rene PAH. Yacrora 3a6oneBaemoctu 1o P® cocrasnser ~1:10000.

B reme PAH mnpoananu3upoBaHbl ClENYIOIIME YacTble MyTauuu: c.47_48del
(p-Serl6*), c.143T>C (p.Leu48Ser), c.168+5G>A (IVS2+5G>A), ¢.168+5G>C (IVS2+5G>C),
c.331C>T (p.Arglll¥*), c.441+5G>T (IVS4+5G>T), c.442-2913 509+1173del4154ins268
(EX5del4154ins268), ¢.473G>A (p.Argl58GIn), c¢.664 665del (p.Asp222*), c.727C>T
(p-Arg243*), c.728G>A (p.Arg243GlIn), c.754C>T (p.Arg252Trp), c.781C>T (p.Arg261*),
c.782G>A (p.Arg261GIn), c.838G>A (p.Glu280Lys), ¢.842C>T (p.Pro281lLeu), c.898G>T
(p-Ala300Ser), c.916A>G (p.lle306Val), ¢.1045T>C (p.Ser349Pro), ¢.1066-11G>A (IVS10-
11G>A), c.1169A>G (p.Glu390Gly), ¢.1208C>T (p.Ala403Val), ¢.1222C>T (p.Arg408Trp),
€.1241A>G (p.Tyr414Cys), c.1315+1G>A (IVS12+1G>A).

PE3VIJIBTAT
OHK Do e PAH (25 YacTbiX MyTauWi)
7499 YacTblX NaToreHHbIX BApUaHTOB HE BLIABNEHO

ITpu uccnenoBanuu o6paszioB JIHK B rene PAH yacThix maToreHHBIX BapuaHTOB,
OTBETCTBEHHBIX 3a pa3BUTHE 3a00JICBaHMS, HE 0OHAPYIKEHO.

I' OrcyrcTBUe Hamnbojee 4YacThIX IaTOTCHHBIX BapuaHToB B reHe PAH He
HCKJTI0YAeT BEPOSITHOCTh HOCUTEIBCTBA PEIKUX MYTaIlUH.

Bo3moskeHn aHanu3 Bcel Koaupyrolen nociegoBarenbHoctu rena PAH.
PexomenayeTcsa o4yHas KOHCYJIbTallUsl Bpadya-T€HETHKA ISl PEIICHUs BOIPOCA O

JAJBHEHIIIETO TAaKTUKE 00CIIEeI0BAHHS.

K.M.H. BPpa4-I'CHCTHK



