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OTuyeT 0 MONIeKYyIAPHO-reHeTu4Yeckom uccneposanmm iHK
MeTOoAO0M K/INHUYECKOro CEKBeHUpPOoBaHUA

TEST TEST

[aTa poxxaeHus:

Mon: eHCKNI

Bupn bruomatepuana: KpoBb

Bupa uccnenoBarus: MaHens «FfeHeTUYeCKasn NpeapacnosoeHHOCTb K HEBbIHALLMBaHUIO 6epeMeH-
HOCTU NpU 3HAOTeNnanbHoM guchyHkuum (AGJIC, npesknamncus)»

NHdopmayusa 06 uccnegoBaHum:

TeCT HOCUT MHAMBUAYaANbHbIV XapaKTep, BCE BbISIBAEHHbIE OCOOEHHOCTY 1 NPEAOCTABNEHHbIE PEKOMEH 13-
LMW NepCOHNMULMPOBAHbI, TaK KaK OCHOBaHbl Ha M3yYeH1M obpa3ua Baweit yHukanbHom HK.
ViccnepoBaHume nposefeHo MetofoM RT-PCR Ha 06opyaosaHmm CFX-96 (Bio-Rad). lMoaTeepxaeHo MeToaoM
cekBeHmpoBaHns No CaHrepy Ha aHanuzatope 3500 Applied Biosystems.

3BeHO naToreHesa FeHbl
daKTop CBepThIBaHMS KpoBU II, TPOMBUH F2
PaKTop cBepTbIBaHWA KpoBK V F5

Llenb A hakTopa cBepTbiBaHUS Kposm Xl F13A1
AHIMMOTEH3NH AGT
LinToxpom P450, cemelicTBO 17, 4neH 1 noacemerictea A CYP17A1
MeTuneHTeTparnapodonarpenykrasa MTHFR
YneH cemencTBa.cepnnHoB E 1 SERPINEL

OnucaHne reHoB:

feH F2 koavpyeT 6enok NpOTPOMOUH MK KOarynsMoHHbI akTop I, KOTopbI 9BASETCS OAHMM U3 MNaB-
HbIX KOMAIOHEHTOB CBEPTbIBAOLLEN CMCTEMbI KPOBW. B pe3ynstaTe ero (hepMeHTaTUBHOMO pacluennenns
0b6pa3yeTcs TPOMOUH. [laHHas peakuus SBASETCS NepBOM CTaave 0bpa3oBaHms KPOBSHOIO CrycTKa. lo-
AMMOP@HbIE BapraHTbl B 3TOM reHe yBeNMYMBaloT PUCK BEHO3HbIX TPDOMOO30B, B TOM 4uc/e, TpoMb0o3a
COCY[0B MO3ra 1 cepfila, 0COOEHHO B MONIOAOM BO3pacTe.

leH F5 koavpyeT cBepThiBatoLMiA hakTop V, OCHOBHOM Nna3mMaTUYecKnin OenoK, peryampyoLLmii CBepTbIBa-
HVe KpoBW. Ero dyHKUMS 3aK1t04aeTCa B aKTVBM3aUMN peakLmmn 06pa3oBaHns TpOMOMHa U3 NpOTPOMO K-
Ha. MyTaumMs B KOAMPYIOLLEM reHe NpuaaeT yCTOMYMBOCTb aKTUBHON hopMe hakTopa V K pacLiennstolemy
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[EVICTBUIO perynmpyroulero epMeHTa, 4To MpUBOAMT K MOBbILEHHOM CBePTLIBAEMOCTU KPOBHU, @ Cl1efoBa-
TeNbHO, K NOBbIWEHHOM CKNOHHOCTY K PAa3BUTMIO COCYANCTLIX TPOMOO30B, ABASHOLMXCS (DaKTOPOM prcKa
BEHO3HbIX 1 apTepranbHbIXx TPOMB03IMOONMI, MHMAPKTa MMOKapaa 1 MHCYbTa.

feH F13A1 koampyeT YacTb akTtopa ceepTbhiBaHMsa Kposu Xl @aktop Xl — pepMeHT, OTBETCTBEHHbIN 32
KOHEYHYIO CTaMI0 B KacKade Koarynsumm Kposu yenoseka. OH akTMBMPYeTCS TPOMOMHOM M y4acTByeT B
cTabunusaunm GubpPUHOBOIO CrycTKa. Mccnemyembii BapraHT reHa F13A1 yBennynBaeT CKOPOCTh aKTu-
Bauwuu dakTopa XIII. BapraHT MOXeT ObITb CBA3aH CO CHUDKEHMEM PUCKa PA3BUTUS BEHO3HOW TPOMOO3M-
bonuu.

feH AGT KoavpyeT Npe-aHrMOTEH3VMHOMEH NNV NPEALECTBEHHNK aHMMOTEH3MHOIeHa, KOTOPbIN 3KCpeccu-
pyeTcs B NeYeHu 1 pacluennsetca GepMeHTOM PeHHOM B OTBET Ha MOHKEHHOE KpOBSHOe AaBneHue. [1o-
Ny4YeHHbIN HeNoK, aHrMOTEH3VH |, 3aTeM pacllennseTcs aHrMoTeH3MHNpeBpaLlaomum hepmeHToM (AMD)
C obpa3oBaHMeM MU3NONOTrMYeCKM akTMBHOMO hepMeHTa aHrMoTeH3Ha i benok yyacteyeT B noaaep-
KAHWN KPOBAHOIO laBNeHWNs, FOMeOCTasa XMUAKOCTH ¥ 3NeKTPONUTOB B OPraHK3me, a TakKe B NaToreHese
apTepvanbHOM rMNepTeH3uM 1 NPesKNaMncum.

feH CYP17AL KoAMpYeT YneH cynepcemencTra hepMeHToB LinToxpoMa P450. Benku umtoxpoma P450 npen-
CTaBNSHOT CODOM MOHOOKCMIEHa3bl, KOTOPbIE KaTaNU3MPYT MHOFKE peakumnn, y4acTBytolme B MeTabo-
NM3Me NeKapCTB 1 CUHTE3e XONecTeprHa, CTepPOVAOB 1 APYrux AnnmaAoB. OH obnagaeT akTMBHOCTbLIO Kak
17anbda-ruapokcnnassl, Tak 1 17,20-n1asbl U 9BNFeTCS KI0YeBbIM PEPMEHTOM B CTEPOUAOIEHHOM MyTH,
KOTOPbI MPOU3BOAMT NPOreCTMHbI, MMHEPANOKOPTUKO WA, TNFOKOKOPTUKOMAbI, aHAPOrEHbI 1 3CTPOreHsbI.

feH MTHFR KoanpyeT BHYTPUKNIETOYHbIV (DepMeHT MeTUIeHTeTparnapodonaTpeayKrasy, y4acTByounin B
npeBpaLleHn roMOUMUCTEMHA B METVOHWH C MOMOLLbH KOaKTOPOB (MMPUAOKCMHA U LinaHoKobanaMmHa)
v cybcTpaTa GonmeBon KNCNOTbI. AKTUBHOCTb aHHOIO dhepMeHTa BAMSET Ha YpOBeHb (DONATOB B Mnasme
KpOBW, NPV €ro HeAOCTaTOYHOCT N MPOUEXOANT HaKOMAEHE TOMOLMCTENHA B KNETKax, Pa3BMBaETCS FOMO-
LMCTeNHEMNS.

fen SERPINEL kogmpyeT YneH cynepcemercTBa MHrMOUTOPOB CEPMHOBBIX MPOTENHA3 (CepnuHOB). benok
NofaBAsSET NPOLIECC PACTBOPEH NS TPOMBOB 1 CryCcTKOB KpOoBW. Viccnenyemslin BapuaHT reHa SERPINE] sB-
NSeTCs NPUYMHON rnepKoaryAsaumm Kposu.

Mony4yeHHbIe FreHOTUNMbI:

leH FeHoTun Puck

F2 G/G CpeaHenonynsuMoHHbIM
F5 G/A BbicoKnM

F13A1 G/G CpeaHenonynsiuMoHHbIM
AGT A/A CpefHenonynauUMoHHbIM
CYP17A1 A/G [OBbIWEHHbI

MTHFR Cc/T [OBbIWEHHbI

SERPINE1 5G/5G CpefHenonynauoHHbIM
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3aKn4yeHue:

BblsiBneHHbI reHoTnn G/A reHa F5 (MpoakueneprHa) CBs3aH C 5-6-KpaTHbIM YBENMYEHNEM PUCKa Pa3BU-
TN BEHO3HOW TPOMO3IMOONMN. ITY MyTaLMto OObIYHO Ha3biBatoT «akTopoM V JlenaeHar. MyTtauns J/lei-
[ileHa — camas pacnpocTpaHeHHas NpuYnHa HacnefCcTBEHHOM CKNOHHOCTY K TPOMO03aM, MHMapKTam, NH-
CYNbTaM 1 aKyLIEPCKMM OCNOXHEHWUSAM Y IIOAIEN EBPONEOUHOM pachkl. [eTepo3nroTHas MyTaLvs (nedexT-
HbI 1 13 ABYX anneneii reHa NnpoakueneprHa) nMmeeT bonee 61aronpPUATHbIM NPOrHO3 Y€M rOMO3MUrOTHas
MyTauums. B 3TOM cnydae aHTUKOaryAsaHTbl Ha3HavyatoTCs Npy bepeMeHHOCTW, nepep NiaHnpyemMon onepa-
LMel, NpK Cepbe3HbIX TPaBMax U NpUeMe 3aMeCcTUTeIbHOM FOPMOHaNbHOM Tepanuiu.

BbisiBneHHbIn reHoTnn A/G reHa CYP17A1 accoLmmpoBaH C NOBbILLEHWEM 3KCNPECCUI FreHa 3a CHeT Cco3aa-
HUS AOMONHNTENBHOrO CaliTa CBSA3bIBAHWS C TPAHCKPUMUMOHHbBIM (hakTopoM Sp-1, TakiMm 0bpa3om, CTu-
MyNupyeTcs BUOCUHTES MNOMNOBbLIX CTEPOUO0B - aHAPOreHOB 1 3CTpaamnona.

BbisiBneHHbIn reHoTun C/T reHa MTHFR accoumnmnpoBaH co CHKeHMeM Ha 3540 NpoLeHTOB aKTUBHOCTM
(hepMeHTa, YTO MOXET CTaTb NPUYMHON HapyLWeHNn B MeTabonmame QoNaToB 1 NPUBECTM K MOBbIWEHHO-
MY YPOBHIO FOMOUMUCTENHA. [MNeproMouncTerHeMUs NPUBOAUT K MOBPEXAEHWIO SHAOTENVS COCYAoB. [1o-
BbILIEHWE YACTOTbl BCTpEYaeMoCTu annens T 6bI10 OTMEYEHO He TOIKO NPK NO3AHEM TOKCMKO3e (recTo-
3€), HO 1 NPW APYrnX OCNOXHEHWSX bepeMeHHOCTY (OTCOMKe NNaleHThl, 3afepKKe PocTa naoaa, iedexTe
HepBHOW TpybKku). CodeTanne MyTaumm C ApyruMm akTopamin pUcKa NpYBOAMT K MOBbILLEH MO BEPOSTHO-
CTW paHHero Bblknablwa. [Ans )eHWmH, SBAdoWwmxcd HocuTenaMm sapnaHTos MTHFR, )XU3HEHHO BaXKHO
ybeauTbCs, YTO OHM YAOBNETBOPSIOT NOTPEOHOCTY CBOEro OpraHmn3Ma B UMKNE METUANPOBaHMS. ITO MO-
XKET BKNtOYaTh fobasneHmne honmeBo KMCNOTbl B PALIMOH (MeYeHb, 3e1eHble N1CTOBblE OBOLLM, 6000BbIE)
U Nprem nobaBku MeTundonaTa.

PekomeHpauun: o
ObpaTtnTech K cBOEMY nevatliemy Bpaydy 414 nogoopa onTUManbHbIX NPOMUaKTUYECKX MEPONPUATIN.
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