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FeHeTuYeckas AMarHOCTUKa reMOsIMTUHECKON aHeMUU, aCCOLIMMPOBAHHOMN C HEA4OCTAaTOYHOCTbLIO
rnKo30-6 poccargermgporeHassl (reH G6PD)

Mokaszartenb Pesynbtart PedepeHcHble 3HaveHus

[laToreHHbIX BApUaHTOB B
reHe G6PD obHapyXeHo He
ObIno

O6Hapy>xeH naToreHHbIM BapyUaHT: FreTePO3UroTHbLIN

reH G6PD naTtoreHHbI BapuaHT p.G123K (rs12345)

KommenTapuu k nmpo6e: Y nmanuenTa Obu1 0OHApYKEH MaTOTEHHBIN BapUAHT UM HECKOJILKO MMaTOreHHBIX BapuaHToB reHa G6PD.
JlaHHBII pe3yJbTaT MOATBEPXKAACT HAINYKE Y MTAaleHTa JeGUIUT IIII0K030-6-(ocdar-neruaporeHassl. B cooTBeTcTBHY C
pexomennauusivu BO3 (2022) Bce BbIsiBIeHHBIE BapuaHThl B reHe GOPD kitaccudunupyroTcesi B3aBUCHMOCTH OT WX BIMSHUS Ha
aKTHBHOCTB (pepMeHTa: Kinacc A (akTHBHOCTB <20%, acCcOIMMpPOBAaHHAs ¢ XpOHHUYECKOH HEc(hepOUUTaAPHON reMOIUTHYECKON
aHemueit), kiacc B (aktuBHOCTD <45%, acCOMUPOBAaHHAs C OCTPOU FeMOIUTHICCKOM aHeMueit), kiacc C (aktuBHOCTE 60-150%, He
acCOIMMPOBaHHasI C aHeMHueH ). B ¢Bs3M ¢ 3THM, BceM IallieHTaM ¢ BBIIBJICHHBIMHI [TATOTEHHBIMHU BapHaHTaMU PEKOMEHTYETCS
HCCIIeIOBaHNE aKTHBHOCTH (pepMEHTa TITF0K030-6-pocdar-neruaporenassl. Jepunur riaoko30-6-pocdar-aeruaporeHaspt
MpeACTaBIsIeT CO00H HaciaeCTBeHHOE X-CIeTIeHHOE 3a00JIeBaHNe, XapaKTepU3yloieecst CHIDKCHIEM aKTHBHOCTH (pepMeHTa
TIIF0K030-6-(hocdaT-aernaporeHaspl, y4acTBYIOIIETO B aHTHOKCHIAHTHOM TeHT030(ochaTHOM Iy TH.

BonpmmHCTBO HOCHTENEH TaTOreHHBIX BapraHTOB reHa GO6PD He uMeioT CUMITTOMOB, O/THAKO MIPU BO3/AEUCTBHUE OMPEIECTIECHHBIX
BHEUTHUX (PakTOpOB (TIpHeM MpenapaToB (HAmpuMep, HEKOTOPHIX AaHTUMABSIPUHHBIX IIPETapaToB), HHOEKIIMOHHBIE 3200 IeBaHNUS,
nuera (yrnorpebyeHre 0000BbIX B ITHIIY)) BOZMOXKHO Pa3BUTHE CHMITTOMOB.

Knuandecku 3a001eBaHNEe MOXKET MPOSABIATHCA XPOHUYIECKOH HecheporuTapHoi reMONUTHUECKONH aHEMHH, OCTPOIl TeMOJTUTUYIECKOH
aHeMHeH, XKeITyX0H HOBOPOXKAECHHBIX, a Takke haBu3MoM: CUMITOMBLH TIPOSIBICHUS MOTYT CHJIBHO BapbHPOBATh U 3aBUCST OT
0CTaTOYHOM aKTUBHOCTHU (pepmenTa. JlabopaTopHbIe MPU3HAKH JaHHOTO 3200JICBaHHS BKIIFOYAIOT PETHKYJIOIUTO3, TOBBIIICHHE YPOBHS
OwMpyOUHA U JIAKTAT JCTUAPOTCHA3BI, CHIKCHUE YPOBHSI TAlITOTTIO0NHA, a TaKKe reMatypus. Takxke, B pe3yibTaTe JeHATY AU
TeMOTJIO0HMHA B 3PUTPOIUTAaX MOTYT OOHApyKUBaThes Teibla ['eifHia. 3a0oneBanue 6oee SpKo MPOSIBISCTCS Y MY>KYHH, OTHAKO Y
HOCHUTEIICH )KEHIIIUH CUMIITOMBI TAK)KE MOTYT HPUCYTCTBOBATH, YTO CBA3aHO C YPOBHEM MO3aHIIU3Ma U HHAKTHBALUHN X-XPOMOCOMBI.
JKeHIHBI TOMO3UTOTHBIC Ha TTATOTeHHBIE BapraHThl reHa GOPD, a Taxoke SBISIOMINECS CI0KHBIMU FeTePO3UTOTAMU HMEIOT TaKHe Ke
MIPOSIBIICHIS, KaK U My>KYAHBL. CIIeKTpo(pOTOMETPHUYECKIE CCICIOBaHMU aKTHBHOCTH TITIOK030-6-(hocdaT-nernaporenassl MOTyT
JTaBaTh JIOKHO OTPHUIIATEIBHBIC Pe3yIbTaThL Y MAlHEHTOB KEHCKOTO 01 B CBA3U C BRICOKOI OCTaTOYHOM aKTHBHOCTHIO (DePMEHTA.
MosexkynapHO-TeHeTHYeCKask THarHOCTHKA SBIISITCS 30JI0THIM CTaHAAPTOM AMATHOCTHUKH AeduiuTa
TIII0K030-6-(hocdaT-nernaporenassl.
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