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Hccienopanue

‘ PesyabTart

EnuHunnbt PedepencHblii HHTepBaJI

buomarepunan: Beno3Has kpoBb

HEro HOCUTEJIBCTBO JaHHOI'O 3aboJIeBaHusI.

Myrauuu rena PAH (nnarHoctrka GpeHHIKETOHYPUH)

TEHETHUKA

Jara B3saTus GuomMaTepuaia: /lata mocTymieHus B jaGopaTopuio:

04/06/2025 08:25

A27.05.035 MonexynspHo-eenemuueckoe ucciedosanue mymayuil 6 2ene PAH ((penunkemonypus) 6 kposu

OOHapyxeH
MaTOT€HHEII BAapUAHT:
rETEPO3UTOTHBIN
BapuaHT p.R408W
(rs5030858).

V nanuenra Obu1 0OHApYKEH NMaToreHHbIi BapuaHT B rene PAH. PacnpocTpaHeHHOCTh HOCUTEIbCTBA TATOI€HHBIX BAPUAHTOB B I'eHE

PAH B Poccuiickoii ®enepaunn coctanisier 2-3%. BrisBlIeHHE MaTOr€HHBIX BADHAHTOB B TOMO3UIOTHOH ()opMe MOATBEPIKIAET
uarHo3 (eHuIKeTonypur. [Ipy BEIBICHHH ABYX T€TEPO3UTOT PEKOMEHIYeTCsl IPOBEACHHE UCCIICJOBAHHS Yy POJUTENEH ITallueHTa.
IIpu o6HapyKeHHU OJHOTO MaTOT€HHOTO BAPUAHTA B TETEPO3HIOTHOM COCTOSIHHU U IIPH COXPAHCHUH MOJ03PEHHS y Hal[eHTa
(EeHUIKETOHYpUH PEKOMEHIyeTCs IPOBeIeHHE PACIINPEHHOro reHoTUnupoBanus rena PAH 1yt moaTBepskieHus 1HarHosa.
BelsiBIeHHE 0IHOTO reTepo3uroTHoro Bapuanta rena PAH y B3pociioro yenoseka 6e3 CHMITOMOB (DeHUIIKETOHYPHH ITIOJATBEPKAAET Y

05/06/2025

[TatoreHnHbIx
BapHaHTOB
p-Argd08Trp u
p-Arg261GIn
00OHapyKeHO HE OBLIO

HUcnoanntemn: O6pazen O.b.
IMoanuch UCIOJHUTEIS:

Jara Bbigauu pesyabrata: 05/06/2025

IMeuatn OpraHusanuu

Baxno! CDOpMaT pe3ynpTaTa UCCICIOBAHUS MOXKET OTIIMYATHCA B 3aBUCUMOCTH OT 110J1a, BO3pacTa U pEruoHa BBITTOJIHCHUS.

Jner Ne 1 w3 1

HuTepnperaius pe3yabTaToB He SIBJIACTCS AMArHO30M, 3aKJIIOYEHHUE 110 Pe3yJIbTaTaM JAHHOTO MCCIIEI0BAHMS JaeT Jeyalluii Bpay.




