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WccnenosaHme PesynbTar KoMMeHTapuii
HepocTaTouHOCTb MHOKO3a- CM.KOMM. O6Hapy»XeH MaToreHHbIN BapyaHT: reMU3UroTHbIN BapuaHT c.653C>T
6 docaT-aernaporeHasbl (p.Ser218Phe; rs5030868).

Pe3ynbTaT npunaraeTcst Ha OTAENbHOM 6/laHKe.

BHuMaHne! B anekTpoHHOM 3k3eMnspe 6naHka Ha3BaHWE UCCNeA0BaHUSI COAEPXKUT CCbINIKY Ha CTPaHuLYy caiTa C OnMCaHMEM
nccneaoBaHusl. Www.invitro.ru
Pe3ynbTaTbl UCCNENOBAHMI He ABNSIOTCA AMArHO30M, HEO6X0AMMA KOHCY bTaLus CreLuanucTa.

M.M. / Noanuck Bpaya

cTp.1m3l


http://www.invitro.ru/

VIH3 999999999
OIIMCAHUE

[Taniment obcnenoan B HezaBucumoit maboparopuu « MTHBUTPO»no tecty 7311:

JAnarHocTuka reMoJIMTHYECKOM aHEMHUU, ACCOUMMPOBAHHOM C
HEI0CTATOYHOCTHIO TJII0K032a-6 ochar-nernaporenasnsl (red GO6PD).

[Ipoananu3upoBaH rex:

e G6PD
I'ea G6PD xommpyeT (hepMeHT TTI0K030-6-pocdaT-meruaporenassl, J0KaIu30BaH
Ha X-xpomocome. Ilarorenneie BapuaHThl B reHe GO6PD sBnstoTcs npuunHON
pPa3BUTHSI TEMOJIUTUYECKOM aHEMUH, aCCOIMUPOBAHHOM C HEIOCTATOYHOCTHIO
TIII0K03a-6 ocdaT-neruaporeHasspl.
Hepuur riaoko30-6-pocdar-aeruaporenassl - HACIEICTBEHHOE X-CLEIUIEHHOE
3a00JIeBaHUE, XapaKTepU3YIOIIeeCs] CHUKEHUEM aKTUBHOCTH (DepMEHTa TIFOKO030-
6-pocdar-nerunporenassl. Yaie Bcero 3abojeBaHue MPOTEKAET OECCUMITOMHO.
Knunndeckue mposiBiaeHHsl 3a00J€BaHUS y HOCHUTEJIEH MATOT€HHBIX BapHUaHTOB
rera G6PD MoryT OBITh CIIPOBOLIMPOBAHBI PSOM SK30TCHHBIX areHTOB (IPHEMOM
HEKOTOPBIX TPYIII IperapaToB, HHPEKIMOHHBIMU 3a00JICBAHUSAMU U JIP.).
Knuaudecku 3a00jieBaHUE MOXKET MPOSBISITHCS HEOHATAIBHOU KENTYXOU, OCTpO
FEMOJIMTUYECKON aHEeMUEeH, XPOHMYECKON HechepoluTapHOM TIeMOJUTUYECKOU
aHemuei, a Tawke ¢aBu3MoM. CHUMITOMBI M TSOKECTh TEUYCHHS BapbHPYIOT B
3aBHCHUMOCTH OT AaKTUBHOCTH (epmeHTa. XapaKTEepHBIMU J1abOpaTOPHBIMU
MPU3HAKAMU SBJISIOTCS. PETUKYJIOLUTO3, TOBBIIICHUE YPOBHS OWIIUpYyOWMHA U
JAKTaTAETUIPOTEeHA3bl, CHUKEHUE YPOBHS TanTOrI00MHA, TeMaTypHsl.

PE3VJIBTAT
Kop Ttecta Hazesauwe Tecra EgvHuua PetpepeHTHEIE ZHAYEHHUA PezyneTar Tecta
H3M.

7an OuarHocThEa MaToreHHLIX BEAPUAHTOE B OBHapyxeH
remMonUTHYeCKoN aHeMHK, reHe GGPD oDHapymeHo He NaroreHHbLIA BAPWAMT:
SCCOLUMWpOBaHHON C Brino reMUIWroTHEIA BEApUAHT
HEOOCTATOMHOCTLID MMHKO30- c.653C>T (p.Ser218Phe:
6 dpocpaT-gervaporeHassl rs5030868).

(res GEPD)

B pe3yabrate mnpoBeaeHHOro wucciaenoBanuss B rene GOPD oOHapy:keH
NaTOreHHbId reMU3UTroTHLINA BapuaHT ¢.653C>T (p.Ser218Phe; rs5030868).

[Tatorennsiii Bapuant C.653C>T (p.Ser218Phe; rs5030868) B remMusuroTHom
COCTOSIHUM ONUCaH NPH HEIOCTATOYHOCTH IJII0K03a-6 ocdar-nerunporenassi.

[TaTorennsie Bapuantbl B reHe G6PD kiaccupuuupyrorcs 1mo uX BIUSHUIO HAa aKTUBHOCTD
depmenta (pekomenaanuu BO3 2022):



MH3 999999999

Kjacc A - akTUBHOCTh ¢epmeHTa <20%, accouuupoBaHa C XPOHHUYECKON HechepouuTapHOn
TeMOJIUTUYECKON aHeMuei,

kiacc B - aktuBHOCTh pepMmenTa <45%, accolmupoBaHa ¢ OCTPO Te€MOJIMTUYECKON aHEeMHE,
kiacc C - aktuBHOCTH 60-150%), He acconuupoBaHa ¢ aHeMuUeH.

[losToMy mpu BBISBICHHM IaTOTEHHBIX BapuaHToB B TreHe GO6PD tpebyercs
UCCJIEIOBaHNE aKTUBHOCTH (pepMEHTa TIII0K030-6-(ocdaT-aeruaporeHass.

JlnarHo3 cTaBUTCS JIEHAllUM BPauOM Ha OCHOBAaHWU PE3YyJIbTAaTOB J1A0OPATOPHOIO,
MOJIEKYJIIPHO — TEHETHYECKOTO 00CIICIOBAHNNA W KIIMHUYECKOW KapTHUHBI.

Pexomenpayercs:
1. OuyHas KOHCYJIbTAIlMI Bpaya — F€HETHKA.
2. KoHCyabTalus reMarojora, TepaieBTa.

K.M.H. Bpa4-rCHCTHK



