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Moka3saTenb PesynbTtaTr PedepeHcHbIV MHTepBan

AyToaHTUTeEna

[00526] TpomGodunuueckme U ayToumMmyHHble HapyweHus, MOJIHOE PACLUMPEHHOE o6cnepoBaHue - OyKKanbHbIN
anuTenun
[01222] AHTUTena k hocchaTuamncepuHy-npoTpom6uHy (IgM, IgG), cymmapHble - cbiBOpOTKa
AHTUTENA K bochaTnanncepuHy-npoTpoMOouHy 340 <12 - He 0BHapyxKeHbI
(IgM, 1gG), cymmapHbie, ME/mn ’ >12 - oBHapyxeHbl
[01062] Monumopchu3m reHOB cUCTEMbI FeMocTasa, cucteMbl hubpuHonusa n metabonuama conatoB, 23 chakTopa
(accoumMmnpoBaHHbIX C HEBbIHaWMBaHNEM 6epeMeHHOCTHU, HapyLUeHUAMUN NiaLeHTapHOW (pyHKLUK, HeyAauyHbIMU
nonbiTkamu KO n 6ecnnoanem HesICHOro reHe3a) - 6yKkanbHbIW aNUTenun

FeHbl TPpOMGOUNUM

leH Kogupyembin 6enok Monumopdusm Jlokanusauusa PesynbtaTt | LUudp
F2 Il koarynsumoHHbI chakTop (MPOTPOMOUH) ('212;)5;86%) 3-UTR G/IG 1

'eH F2 xogupyeT caktop Il cBepTbIBaHMSA KPpoBK (MPOTPOMOWH).
Hanuuune reHotvna AA noBbilwaeT puck BeHO3Horo Tpombo3a B 6.7 pas, AG - B 2,8 pasa.

Yacrtorta annenen: G=0.9964
OpwueHTaumns uenu: nnc

CuHoHumbl: €.20210, 13002432

3aknouveHue: o reHy daktopa ll  cBepTbiBaHus kposu (FII, npoTpom6uH) BbisiBneH reHotnn G/G, BcTpevarowmiics B nonynsumm 4o 99% naumeHToB. [aHHbIn
BapuaHT He yBENMYMBaeT pUCK TPOMBOTUYECKNX OCMIOXHEHWUI, NATONOrMM CEPAEYHO-COCYANCTON CUCTEMbI U OCTIIOXKHEHUI BEepeMeHHOCTU.

V KoarynsiuMoHHbIM hakTop CBEPTbIBAEMOCTH G1691A
FS KpoBu (dpakTop JlerigeHa) (rs6025) Arg506Gin GIG 1

Hannuve nengeHckon mytauum B reTepo3nroTHom BapuaHTe (AG) nobiaeT puck Tpombosa B 3,5-4,4 pasa. B romosurotHom BapuanTte (AA) - B 11,4 pasa.
Yacrorta annenen: G=0.98052

CuvHoHMMBI: nevgeHckas myTaums, R506Q, ¢.1691

3akntoyeHume: [Mo reHy akTopa V cBepTbiBaHMsA kposw (FV) BbIsiBNEH reHoTn G/G, BcTpevarowmiics B nonynsummn Ao 98% naumeHTos. [laHHbIN BapUaHT He
YBENUYMBAET PUCK TPOMBOTUYECKMNX OCIIOXKHEHWI, NaTonorMm cepae4Ho-cocyancTon CUCTEMbI Y OCNIOXHEHUI GepeMeHHOCTU.

“ G10976A
F7 VIl koarynsumMoHHbIn haktop (rs6046) Arg353Gin G/A 2

B aktnBHOM coctosiHnm chaktop VIl B3aumogencreyet ¢ daktopom I, 4To npuBoauT k aktnBaumm daktopos IX n X cuctembl CBEPThIBAHUSI KPOBU, TO €CTb
koarynsiumoHHbli paktop VIl yqacTByeT B 06pa3oBaHum KpoBsiHOro cryctka. Bapuant G10976A npuBoAMT K MOHMKEHUIO NPOM3BOAUTENBHOCTU (3KCNpeccun) reHa
daktopa VIl n aBnseTca 3awnTHLIM hakTOpoOM B pa3BUTUM TPOMOO30B 1 MHMApKTa M1okapaa.

Yacrtota annenen: G =0,88, A=0,12
OpueHTaums uenu: MUHyc
CuvHOHMMBI: €.10976, C>T (no nntocoBow Lenu)

* - 3alWMTHBIN annenb siBnseTcs 6onee pegkum

A1/A2 *
(rs5742910) c.-323 A1/A1 1

B aktnsHoM coctosiHum chaktop VIl B3aumogencreyet ¢ daktopom I, 4To npmBoauT K akTuBaumm aktopos IX 1 X cuctembl cBEpTbIBAHUS KPOBU, TO €CTb
KoarynsiumoHHel daktop VIl yqacTByeT B 06pa3oBaHum KPOBSIHOTO CrycTka.

[JaHHbIn nonumopdusm BknoyaeT Bctasky B 10 n.H. B nonoxeHum -323 B obnactu npomoTopa reHa F7.

Annenb A1 o3Ha4aeT OTCyTCTBME BCTaBKW, @ annenb A2 - Hanu4ve.

Y nauymeHToB c reHoTunom A2A2 akTUBHOCTU akTuBMpOBaHHoro caktopa VIl cHxeHa Ha 66%.

F7 VIl koarynsaumoHHbIn hakTop

Yactota anneneit: A2 (insCCTATATCCT)=0.20489
OpueHTaums uenu: nnoc
CuvHoHuMbI: N/ins

* - 3alWMTHBIN annenb sBnseTcs 6onee peakvm.

G-455A
FGB PunbpuHoreH (rs1800790) Promoter G/A 2
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3akas O.n.m.

MokasaTtenb PesynbTar PedepeHcHbIV MHTepBan
3TOT NoNMMopgn3m ConpoBOXAAETCS NOBbILLEHHOW NPOV3BOANTENbHOCTbIO (IKCNPECCUEeit) reHa, YTo NPUBOAMUT K NOBbILLEHHOMY YPOBHIO (hMOpVHOreHa B KPOBY U

YBENUYMBAET BEPOATHOCTL 06pa3oBaHmst TPOMGOB. MoBbILLEHHAs CKIIOHHOCTb K TPOMG006Pa30BaHNI0 MOXET NMPUBOAUTL K TPOMBO3aM, KapAroBacKyIAPHLIM
3a60eBaHNsIM U OCINIOXHEHUSAM BepeMeHHOCTH.
Yactota annenen: G=0.8586

OpveHTaums uenu: nnioc

CVHOHUMbI: C.-455

C>T
(rs2289252) C22771T C/IC 1

['eH F11 kogmpyeT daktop FXI BHyTpeHHero nyTu cBepTbiBaHUs KpoBu. [onvmopduam cBasaH ¢ pa3BuTMEM BEHO3HOro Tpombo3a.

F11 Xl koarynsumoHHbIn akTop

Yacrota anneneu: C=0.6805
OpueHTaums uenu: nnoc

CVHOHUMBI: €.22771
leHbI runoqm6pm-|on|43a U PUCKa BEHO3HbIX Tp0M603OB

leH Koaupyembin 6enok Monumopdmam JNokanusauma | Pesynbtat  Ludp
F12 XII KoarynAUMOHHI dhakTop (Xaremana) (rs1%?)€1s<T)20) 5.UTR cT 2

'eH F12 kopupyeT cbaktop Xll cBepThiBaHMS KpoBw (hakTop XaremaHa).

Monvmopcuam accoummnpoBaH € pe3kUM CHBKEHEM NPoayKUuun neveHbto daktopa Xil.

Mpw peduumnte dakropa Xl B koarynorpaMmme yBenuyeHo BpeMsi cBepTbiBaHUs kpoBu 1 AYTB 6e3 npr3HakoB KPOBOTOUMBOCTY.

Mpu pedvunTe hakTopa XaremaHa noBbILaeTcs pUck TPOMBO30B, Tak Kak 3TOT hakTop B BorbLUe CTeneHn akTuBnpyeT nbprUHONN3, Yem CBEPTbIBaHME.
Annenb TT aBnseTcs hakTopom pucka 3aboneBaHuii cepaua, HeBblHaWMBaHWEM 6epeMeHHOCTM Ha MarbIx Cpokax, HeyaauHbiMu nonbiTkamu SKO.

Yacrtota annenen: T=0.4724
OpueHTaums uenu: MUHyc

CVvHOHMMBI: .46, G>A (no nnocoBou Lenu)

F13A1 ®aktop Xl cBepTbiBaHuA kposu (F13A1- G103T/G103A
mbpurHa3sa) (rs5985)

'eH F13A1 — reH, oTBevaroLmin 3a cuHTe3 anbda-uenm dpakropa Xl ceepTbiBaHUSt KPOBMU.

®yHKUMS NPOAYKTa reHa: yyacTeyeT B 06pa3oBaHun HepacTBOpMMOro ubpuHa, npeacTaBnsioLLero cobol 0CHOBY KPOBSIHOTO crycTka. Ctabunmsaums
h1BPMHOBOTO CrycTka 3aknioyaeTcs Kak B NMOBbILUEHUM ero MEXaHUYECKOWM MPOYHOCTH, TaK 1 B 3aluuTe OT nnaunca.

Bo3moxHble reHOTMMbI U KNHWYeckne nposinenus: G/G: 6e3 ocobernHocTen. G/T u T/T: cHwxkeHne ypoBHs XlII dhakTopa B nnasme, HapyLLueHUe CTPYKTypbl 1
CBOWCTB ¢pnbpuHOBOro cryctka. OCHOBHbIM pe3ynbTaToM HocuTenbCTBa annenst T SBnseTcs BblpaXeHHas Pe3UCTEHTHOCTb K nbpunHonmay. Hanuune atoro
nonmmopd@uama cosfaeTt cepbesHble Npobnembl ANs HOpManbHOW NHBa3uK Tpodobnacta, peMOAENMPOBAHNSA CIINPanbHbIX apTepuii 1 YHKLMOHMPOBaHNS
nnaueHTbl. OTcloAa BbipaXXeHHOe NOBbILLEHNE pUCKka OCMOXHEHNI GepeMeHHOCTHN, 0COBEHHO B COYeTaHUM C ApYrMMU (hakTopamu, B YaCTHOCTU, C
nonumopdwuamamu PAI-1 n dpaktopa XII.

Val34Leu GIT 2

Yactota annenen: G=0.8522
SERPINE1 (PAI-
1)

'en SERPINE1 koaupyeT uHrmbutop aktvBatopa nnasmuHoreHa—1 (PAI-I).

PAI-I 3ameansiet paboTy TkaHEBOro akTMBaTOpa Nna3MyHOreHa 1 ypokuHasel, Yem yrHetaeT (pubprHONM3 1 NPensTCTBYeT pacTBOPEHIO TPOMEOB.
Monumopdunam reHa 5G(-675)4G npeacTaBneH UsMeHeHNeM KonmyecTBa NOBTOPOB ryaHuHa (G): 5G o6o3HavaeT Hanuyve nocneaoBaTenbHOCTU U3 NATH
OCHOBaHWii ryaHuHa, 4G - U3 YeTbipex OCHOBaHWIN ryaHuHa.

4G siBnseTcs HebnaronpUsATHLIM BapMaHTOM, BIMSAIOWMUM Ha (hubprHONU3 1 yBenuymBaroLLMM puck Tpombo3oB, 0cobeHHo B komMBUHaLMK ¢ apyruMmn hakropamu.

€.675 5G/4G

(rs1799889) 5G/4G 2

MHrMbutop aktMBatopa nnasmmHoreHa 1

YacrtoTa annenen: 5G = 0,64, 4G = 0,36
OpueHTaums uenu: nnoc

CuHoHuMbI: €.675, G>A (G = 5G, A =4G)

3akntouenue: o reny PAI-l (SERPINE 1) csepTbiBaHUs KpoBM BbisiBNeH reHoTn 5G/4G (annenb 4G BcTpeyvaetcs B nonynsaumn y 53% naumeHToB). [aHHbIn
BapuaHT obycnaenusaeT noBbleHne ypoBHs PAI-1 B kpoBw, CHWKeHne hMBPMHONUTUYECKON aKTUBHOCTM KPOBMU, npeapacrnonoXeHHOCTb K runepkoarynaumm,
MOBbILLEHHbI PUCK KOPOHAPHBIX HapYLLEHWIA, MHdapKTa MMoKapaa, ULLEMUYECKOro NHCYNbTa 1 TpomMB0o30B.

Pucku:

= Tpom603bl, B TOM YKcCrie, TPOMBO3bl NOPTarnbHOM BEHbI M BHYTPEHHUX OpraHoB;

* NOBbILLEHHbIN PUCK CepAEYHO-COCYANCTBIX 3aboneBaHnin (Mwemmnsi, MHapKT Mrokapaa);

* MHhapKT Mrokapaa (npu Hanuyum mytaumm T1565C B reHe ITGB3), 6onee BbICOKWI PUCK AN MYXUWH;

* yBeNMYeHne neTanbHOCTU B pe3ynbTaTe CeNnTUYECKUX MHAEKLMIA (MEHUHIOKOKKOBas UHADEKLMS Y AeTEN, MHOXECTBEHHbIE TPaBMbl);
* MOBbILLIEHNE YPOBHS XONecTepUHa B KPOBU, MPEAPACONOXEHHOCTb K OXMPEHUIO.

Mpu 6epemeHHOCTH:

* yBeNiMyeHne pucka NpUBbLIYHOTO HEBbIHALLWBaHUS GEPEMEHHOCTHY;

= yBEMUYEHNE pUCKa rMnoKcun, BHyTpryTpobHOM 3aaepxku pocta nnoaga (B3PI), Tpom6o3a cnvpanbHbix apTepui, CHabxXaloLwmx nrnaueHTy;
= YBENMYeHne pucka pasBuUTus rectosa (npeaknamncum);

* yBENMYEHNE TPOMOOreHHOCTM COCYANCTON CTEHKM NpW ropMoHanbHou Tepanum ans 3KO;

* CHVDKEHME BEPOSITHOCTM uMnnaHTauum am6puoHa npy KO.

C-7351T

(rs2020918) Promoter CIT 2

PLAT TkaHeBoW akTuBaTOp NNas3muHoreHa (t-PA)
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3akas O.n.m.

Moka3saTenb PesynbTtaTr PedepeHcHbIV MHTepBan

TkaHeBbI akTUBATOP NNa3MUHOreHa aKTUBMPYET NpeBpaLLeHne NnasmMmHoreHa B nna3muH. MNna3muH pacwennset yubpuH (3TOT npouecc HasbiBaeTcst
hrbpurHONM3), TEM CaMbIiM TOPMO3NUT TpoMOooBpasoBaHue.

Annenb T conpoBoXaaeTcsi CHUKeHneM BbicBoboxaeHuns PLAT u, cnegoBatenbHo, HeaddeKkTnBHoMy mbpuHonuay. Hanvune aaHHOro BapuaHTa reHa cBsi3aHo ¢
NOBbILLEHHbIM TPOMBOOPa3oBaHMEM, PUCKOM MHpapKTa MUOKapAa, UHCYNbTa.

Yacrota annenen: T=0.2548
OpueHTaums uenu: MUHyc

CrHOHUMBI: €.-7351, G>A (no nniocoBow Lenu)

leHbI, CBAA3aHHbIEe C peLenTopaMmu TpOMGOLIMTOB

leH Kogupyembin 6enok Monumopdunsm Jlokanusauus PesynbraTt | LUudp
Anbda-2-cybbeamHuua HTerpmHa G873A
ITGA2 (TPOoMBOLMTaPHBIN FUKONPOTEWH la, (rs1062535) G/A 2

TPOMGOLMTapHbIN PeLenTop K KonnareHy)

TpombGounuTapHbIi rmukonpoTenH lb-anbda-
GP1BA cybbvegnHuua (anbda-Lens peuentopa
akTopa Bunnebpanaa)
GP1BA — reH peuenTopa anbda-Lenun peuentopa dakropa BunnebpaHaa.
Peuentop coctouT 13 anbda-uenu, 6eta-Lenu n ele AByX rMUKONPOTEUHOB TPOMOOLIMTOB: FMUKONPOTENHA TpoMBoLmuTOoB |X 1 rmmkonpoTenHa TpombounToB V.
Monumopduam npeacTaBnseT coboin aMMHOKUCIIOTHYHO 3aMeHy TPEOHMHA Ha MEeTMOHUH. BapuaHTbl nonnMopdurama onpeaenstoT aHTUreHHyo NpuHaanexHocTb
TpomGBouuToB k 1 unu 2 rpynne kpoBu TpombounToB no cucteme HPA-2: 6onee yacTtbivi BapuaHT C - A1 n T- A2.

482C>T

(rs6065) cr 2

YacTota anneneit: C=0.911
OpveHTaums uenu: nnioc
TpombGounuTapHbIi rmukonpoTenH lb-anbda-
GP1BA cybveanHuua (anbda-uensb peyenTtopa
akTopa Bunnebpanga)

GP1BA — reH peuenTtopa anbda-Lenu perentopa dakropa BunnebpaHaa.
Peuentop coctouT 13 anbda-uenu, 6eta-Lenu n ewe AByX rMUKONPOTEUHOB TPOMBOLIMTOB: FMUKONPOTENHA TpoMGoLmnToB IX 1 rivkonpoTenHa TpomobounToB V.
Monvumopduam reHa GP1BA accounvpoBaH ¢ BEHO3HbIMY TPOMBO3amMu.

-5T>C

(rs2243093) T L

Yactota annenen: T=0.865
OpveHTaums Lenu: nnoc

TpombouuTtapHbIi rukonpoTeunH Ib-ansda-
GP1BA cybveanHuua (anbda-uenb peuentopa
dakTopa Bunnebpanga)
GP1BA — reH peuenTopa anbda-Lenu peuentopa dakropa BunnebpaHaa.
Peuentop coctouT 13 anbda-uenu, 6eTa-Lenu n eLle AByX rMUKONPOTEUHOB TPOMOOLIMTOB: IMUKONPOTENHA TpoMboumuToB IX 1 rmmkonpoTenHa TpombounToB V.
VNTR - Variable Number of Tandem Repeats = BapbupytoLLiee Y/CNo TaHAEMHbIX NOBTOPOB. YMcno NoBTOPOB 13 13 aMUHOKMCIOT KoaMpYyeTCs pasHbiMu BykBamu.
A =4 nosTopa. B= 3 nostopa. C=2 nostopa. D = 1 noBTop. bonee "anuHHbIe" peuenTtopsl (A 1 B), gaoT 6onee MOLHbIN arperauyoHHbI OTBET TPOMOOLMTOB Ha
hakTop BunnebpaHga u moryT cosaate npobrems! npy MnnaHTauuy v nnaueHTauum.
* Hanbonee pacnpocTpaHeHHbI BapuaHT cpeau esponeiites — C/C (60-65%), 6e3 ocobeHHocTel. BapunanTtbl B/B (4actoTta 1-3% B nonynsuum) n B/C (4actota 20-
25%) sABNs0TCA NOTEHLUManbHbIMY AOMONHUTENBHLIMU hakTopamy pucka HapyLLEHVS UMMNaHTaumMu 1 NnaueHTaumu, 1 cnefosaTernbHo, hakTopamu 6ecrnnogus,
HeBbIHALLMBAaHWS 1 HeyAauHbix nonbiTok BPT (IVF). PacnpocTpaHeHHOCTb ocTanbHbIX BapuaHToB reHoTunoB coctasnseT 0-15%. Peakuii BapuaHT D 3awmiiaet ot
runeparperaumv TpoMGOLMTOB.

Anbda-2-cybbeanHuua nHTerpmHa C807T
ITGA2 (TPOMGOLMTaPHBIN FMMKONPOTEWH la, (rs1126643)
TpomMBOLMTapHbIN peuenTop K KonnareHy)
Anbda-2 cybbeanHua BXoauT B cocTaB uHTerpuHa a2f31 (rmmkonpoTteuH la/lla) n obecneyvBaeT KOHTaKT TpOMOOLMTA C BHEKNETOYHBIM MaTPUKCOM U
«NpUnMNaHne» K Komnnarexy.
MHTerpuH 3anyckaeT npoLecc arperaLmy 1 reHepauyumn TPOMGMHa, YTO SABMSIETCH HEOGXOAUMBIM YCIOBMEM BKITIOYEHUS NOCIEAYIOLVX 3BEeHbEB CBEPThIBAIOLLEN
CUCTEMbI KPOBW.
CMbICn AaHHOro noniMMopduama B TOM, YTO anbda-cyobeanHuLa nHTerpuHa obblyHasi, Ho ee CTaHOBUTCS ropasao Gosblue Ha NoBepXHOCTM TpomGoumTa. Mpu
aTom GyaeT HabnoaaTbes U "PEe3UCTEHTHOCTb K acnUpUHY", TO ecTb acnupuHa TpebyeTtcs GonbLue 06bIYHOrO.
Yacrtota romoauroTel C/C B nonynsuumn 38,44%, 6e3 ocobeHHocTEN.
Hanuumne retepoaurotsl C/T (4actoTa 47,12%) unu romoaurotsl T/T (4actoTa 14,44%) NpMBOAUT K YBENMHYEHNIO CKOPOCTU aAreany TPoMOOoLUTOB, YTO NOBbILLAET
pyCcK MHhapKkTa MUoKapaa, MEMUYECKOro HCYSbTa, TPOMBOIMBONNYECKNX OCIIOXKHEHWIA.
3T10T nonumopguram accoummpoBaH 1) ¢ 6ecnnogmemM HesiCHOroO reHe3a; 2) ¢ HeBbliHalLMBaHMeM 6epeMeHHOCTY; 3) C pe3kuM NOBbILLEHVEM Heyaay MMnaHTaumm
npu IVF. BeposTHOCTb BCex 3TUX OCNOXHEHWI PE3KO NOBbILLAETCS y FoOMO3UroT no nonumopduamy (T/T) v npu coveTaHum ¢ nonumopdusmom ITGB3 B romo- n
reTepo3nroTHbIX hopmax. B oueHb peakux criyyasix NpoTMB Hero MoryT o6pasoBbiBaTbLCS aHTUTENa B pesynbTaTte annouMmyHusaummn. NoaTomy o4eHb, 04eHb peako
Takue aHTuTena MoryT GbiTb NPUYMHOW anfoMMMYHHON TPOMBOLUTONEHUN HOBOPOXKAEHHbIX.

VNTR

(rs41439349) c/ie L

Phe224Phe CIT 2

YacTota annenen: C=0.6623
OpveHTaums Lenu: nnioc

CVHOHMMbI: ¢.807

Llenb 6eTa-3a uHTerpuHa (MHTerpnH-6eta-3 T176C
ITGB3 (Gpllla) - ’ (PIA1/PIA2, Leu59Pro TIT 1
TpoMboumMTapHbIN rukonpoTenH 6eTta-llla) rs5918)
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3akas O.n.m.

MokasaTtenb PesynbTar ‘ PedepeHcHbIV MHTepBan

WHTerpuHbl sBnsoTCA TpaHCMeMOpaHHBIMY FMKONPOTEMHAMM, COCTOSALLMMM U3 ABYX Lienel — anbda v 6eta 1 ocyLecTBNALWMMIN PeLenTOPHYI0 (DYHKLMIO Ha
MeMbpaHe TpomGoLnToB. OCHOBHbIE (DYHKLMU UHTEMPUHOB: CBS3b KMETKU C BHEKNETOYHBIM MaTPUKCOM U Nepeaava curHana.

Llenb 6eTa-3a nHTerpuHa BxoamTt B coctas uHTerpuna llb/llla n V/lila. UuterpuH lib/llla cnyxut peuentopom ans ombprHoreHa, 3anyckasi npolecc cBepTbIBaHUs
KPOBM M CNOCOBCTBYS arperaum TpoMGoLmUTOB.

Haunbonee yacto BcTpevatowmincs BapuaHT T/T (A1) (72,25%).

Hanuune BapumaHToB reteposurotsl T/C (A1/A2) (vactoTa 25,5%) nnu romosurotsel C/C (A2) (vacToTa 2,25%) nprBOAMT K MOBLILLEHHOW CKMOHHOCTH TPOMOOLIMTOB K
arperauuu, NoBbILLAs PUCK CEPAEYHO-COCYANCTBIX 3aboneBaHuii (pPUCK BO3HUKHOBEHNS UHMapKTa B 2-2,5 pasa), pyck TPOMBOTUYECKMX OCNOXHEHUI. BapuaHT
annens C/C (A2/A2) accounvpoBaH C yBenuyeHWeM prcka nepenoma wwenku 6eapa, paka auyHvka.

[ina pocTuxkeHns oauHakoBoro addekTa npu nonumopdusme rs5918 TpebyeTcs 6onee Bbicokast 4o3a acnvpuHa.

Cuctema A1/A2 sBNsieTCA caMoi BaXKHOW B KITMHUYECKOM OTHOLLEHUN B NNaHe pasBuUTUs ayTOMMMYHHOW TPOMBOLMTONEHNN HOBOPOXKAEHHbIX. AMMOMMMYyHU3aums
BO BpeMsi 6epeMeHHOCTV BO3MOXHa y 6epeMeHHbIX, FOMO3UTOTHbIX No A2.

WuTterpun V/llla, B cocTaB KOTOPOro BXOAMUT Lenb, koanpyemas reHom ITGB3, ceityac MHTEHCMBHO M3yyaeTcs kak hakTop, UrpatoLLmnii OrpOMHYH0 Porb B
uMnnaHTaumum, 6ecnnoann HesiCHOro reHesa 1 NPUBBIYHOM HEBbIHALLIMBAaHWW, HeyAauHbix nonbiTkax AKO. Mpu Bcex aTUX Tpex COCTOSIHUAX 3CMPeccust NpoayKTa
ITGB3 cHuxeHa.

Yacrota annenen: T = 0,85, C = 0,15

CUWHOHWMBIL: €.1565

P2RY12 P2Y nypuHapruyeckuin peuenTtop (rsZﬁZﬁ?QS 4) A/A 1
Fen P2RY12 kopupyeT P2Y MypuHaprideckiin peLentop.

YacToTa anneneii: G=0.1324

OpMeHTaLMS Lenu: MUHYC

CMHOHUMBI: C.-15+742, T>C (10 NtocoBoit Lienk)

MeTta6onusm conarta

len Kogupyembin 6enok Monumopdcdusm Jlokanusauums PesynbtaTt | LUudp
MTHFR MeTunenteTparuapodonaTpenykrasa (rsfgg ! 1T33) Ala223Val T 3

YacTota annenen: C=0.7546

3akntoueHue: MoreHy MTHFR (reH meTuneHTeTparugpodonaTpeaykrasbl)  onaTHoro LUMkna BbisBReH reHotun T/T, BCTPEYaloLLMnCsa B Nonynaumm y 8%

naumeHToB. Haumbonee BaxHbIii FeH U3 reHOB, CBA3aHHbIX C poMaTHLIM LIMKIOM,  TakK KaK CBSA3aH C U3MEHEHVEM aKTVMBHOW YacTu reHa hepMeHTa. CHxeHve
(bYHKUMOHANbHOW  aKTMBHOCTU (hepmeHTa A0 65% OoT  cpegHero 3HaveHus, TepmomnabunbHocTb depmeHTa. [loBbilleHHas noTpebHocTb B donatax.
lMneproMouncTeENHEMUST KaK [OMOMHUTENbHbIV (haKTOp pucka TPoMGOodUmm. Y rOMO3WrOTHBIX ~ HOCWUTErei MyTauuu OTMEYEHO  HapyLUeHHOe pacnpeaeneHve

¢donaToB B 3pUTpOLIMTAX, BblpakatloLLieecsi B HaKonneHn hopMunbHbIX NONUrnloTaMaToB,  TeTparfiTamara U MeTUNMPOBaHHbIX AepuBaToB TeTparuapodonara.
Mpu 6epeMeHHOCTH rMneproMoLIMCTENHEMIS acCOLMMpOBaHa NPenMYLLECTBEHHO C HU3KUM YPOBHEM BUTamMuHa B12 B nnasme.

Pucku:

= 3-x KpaTHOe MOoBBbILLEHWE pYCKa KapAMOBacKysipHbIX 3aboneBaHwnii B Moiofom Bo3pacTe,  Tpom6oamGonuu, BeHO3Hble TPOMGO3b;

= 10-T1 KpaTHOE MOBbLILLEHNE pUCKa Pa3BUTUSA TMNEProMoLMCTEMHEMUN Npu reHoTune T/T;

* yBEMUYEHWNE pUCKa Pa3BUTUSI KONMMOPEKTanbHOM ageHombl B 3 pa3a npv reHoTune T/T;

= YBENMYEHMEe PUCK Pa3BUTUS paka MOJIOYHO XKeneabl;

= ycuneHwve noboyHbIx achdekToB xuMmuoTepanum (Hanpumep, No6ouHble achdekTbl NPU NPUMEHEHN MeToTpekcaTa y GOMbHbLIX PakoM rpyaw).

Mpu 6epemeHHOCTH:

= romMo3uroThl T/T: NpuBbLIYHOE HEBbIHALLMBaHKE BepeMeHHOCTH;

= YBENMYEHUEe pucka paHHero BbIKUAbILLA;

= yBENMYeHne pucka no3gHero recTosa, Npeaknamncuy, OTCMONKN NNaLeHTb;

* yBENUYEHWEe pucka aHTeHaTanbHon rmbenu nnoga,  3agepXku u AedekToB BHYTPUyTPoBHOro passutus nnoga (aedektol HepBHOW Tpybku, pacLuenvHbl rybbl 1
Heba, nopok cepaua), HeobxoaAMMO HasHaveHne PonneBomn KUCNOTbI.

A1298C

(rs1801131) Glu429Ala AA 1

MTHFR MeTtunenTeTparngpodonaTpeaykrasa

eH MTHFR kogupyeT hepMeHT MeTuneHTeTparuapodonaTpeaykrasy.

PyHKUMS NPOAYKTa reHa: BoccTaHaBnveaeT 5,10-meTuneHTeTparngpodonar ao 5-metunterparngpodonara (katanusatop peakummn obpasoBaHus 5-
MeTunTeTparuapodonara, Heo6xoaAMMOoro Ans nNpeBpaLleHns roMoLuncTenHa B METUOHWH). Viccneayemebiin nonuvopdmam MTHR o6o3HavaeTcs kak MyTaums
A1298C.

CHwxkeHne yHKUMOHaNbHOM akTMBHOCTM bepmeHTa: Puck passutusa Tpomb6030B. HeBbiHalLMBaHe 6epeMEHHOCTI, MO34HWI recTos.

Bo3MOXHbIe reHOTUMbI U KIMHKYeckne nposienexusi: A/A: 6e3 ocobeHHocTen. A/C: koMBUHaUMsA reTepo3nroTHocT annenen 677T n 1298C conpoBoxaaeTcs He
TONbKO CHUXXEHUEM aKTUBHOCTU (hepMEeHTa, HO 1 MOBbILLEHNEM KOHLIEHTpaLM rOMOLMCTENHA B Miia3me U CHIbKeHeM ypoBHs dhonatos. C/C: cHbkeHve
akTnBHocTM MTHFR npumepHo ao 60 % oT HopMbl. Mpy 6epeMeHHOCTU MOXKET Bbl3blBaTb CHIMKEHME (hOnaToB B niasme.

Yacrota annenen: A=0.7506

A2756G

MTR MeTnoHuH cuHTasa (rs1805087) Asp919Gly AIG 2

eH MTR (B12-3aBncuUMasi METUOHWH-CUHTA3a) KOAMPYET aMUHOKMCIIOTHYIO NOCNeAoBaTENbHOCTb (hepMeHTa METMOHUHCUHTa3bl - OQHOTO M3 KIYEBbIX
depmeHTOB 0OOMEHa METVNOHUHa.

depMeHT kaTanuanpyeT obpa3oBaHVie METVOHMHA U3 FOMOLIMCTENHA MyTEM ero pemeTunpoBaHvsi (obpaTHoe npeBpaLleH/e rOMOLIMCTENHA B METUOHWH).
Yactota annenent A/G, G/G coctasnseT 20 - 30%.

Bo3moxHble reHOTMMbI U KNHKUYeckune nposienenus: A/A: 6e3 ocobeHHocTen. A/G n G/G : 0 TMeyaeTcs CHKeHNe PYHKLMOHANbHON aKTMBHOCTM (hepMeHTa, pocT
YPOBHSI FOMOLICTENHA B KPOBW, rvnepromMouuctenHemms. MNosblleHve prcka pa3Butus cuHapoma flayHa (poxaeHune pebeéHka ¢ XPOMOCOMHBIM CUHAPOMOM Mpu
HOpMarnbHOM kapuoTune poauTenen). Hapylwenne passuTys nnoaa: HesapalleHne HepBHON TPyOKKM, N30NMPOBaHHbIE pacLlenuHbl rybbl n HEGa. CHkeHne
romMoLMCTENHa B Nna3me B OTBET Ha MoBbiLLeHne honaTos B nuLLe.

Yacrtota annenen: A=0.7817

A66G
MTRR MeTnoHuH cuHTa3a-pegykrasa (rs1801394) lle22Met G/G 3
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Bospact 41

PedepeHcHbIV MHTepBan

eH MTRR koaupyeT MeTUOHUH-CUHTa3Y-peayKTasy - (hepMeHT, HeoBXoAMBIN AN NOAAEPXKaHUA aKTUBHOCTU METUOHUH-CUHTa3bl MyTeM BOCCTAHOBUTENLHOMO

METUNMMpoBaHUA.

Mpy Hanuuumn annens G cHkaeTca MyHKUMOHaNbHas akTMBHOCTL hepmeHTa. OTMevaeTcsi pocT YPOBHS FOMOLMCTENHA B KPOBMW.

YacrtoTa annenen A/G, G/G gocturaet 40 - 50%.

Bo3moXHbIe reHOTUMbI U KNnHKYeckune nposieneHus: A/A: 6e3 ocobeHHocTen. A>G n G/G: cHmKeHVe dyHKLMOHANbHOW akTUBHOCTU hepMeHTa, FOMOLUCTENHEMNS,
ocobeHHO B codeTaHun ¢ nonmmopduamom reHa MTR: 2756A>G. [edekTbl pa3Bntus HepBHOW TPyOKW. YceunuBaeT natonornyeckmin 3 ekT, acCoLMnpoBaHHbIN C
nonumopdunamamu reHoB MTHFR n1 MTR. ViccneposaHue nonvmopduama 66A>G nmeet NnporHoCTU4eckoe 3Ha4eHne npu oLeHKe pucka cepaeyHo-cocyamncTbIX

3aboneBaHuii.

Yacrtota annenen: A=0.6358
Monumopdunsm reHoB AHTUKOArysnsHToOB

leH Kogupyembin 6enok

SERPINC1

Monvmopcuram accoumMmnpoBaH Co CHUXKEHUEM aHTUKOArysIHTHON akTUBHOCTU.

MHrMbutop ceprHoBON NpoTeassl

YacToTta anneneu:
C=0.9

PROC

Monumopduam accoummnpoBaH ¢ pa3sutnem geduumta npotenHa C.

MpotenH C

YacToTta anneneu:
T=0.39

Monumopdunsm Jlokanusauus

Lndp: 1 - romo3urota yacTblii annenb, 2 - retepo3nroTa, 3 - roMo3urota peakun annens

[00103] D-aumep - KPOBb

BHyTpucocyaucToe cBepTbiBaHME KPOBU U (puGpuHONU3

D-gumep (FEU), Hr/mn

1 vr/mn FEU = 2 vr/mn DDU

[00248] Ba3oBas Koarynorpammal/remocTtasuorpamMmma - Kposb

emornobuH, r/n

SpuTpouuTsl, *1072/n

emaTokpuT, n/n

CpegHuii 06bEM aputpoumnta (MCV), don

CpenHee conepxaHue remornobuvHa B aputpoumTe
(MCH), nr

CpenHsist KOHLEeHTpauus reMornobuHa B
aputpouute (MCHC), r/gn

LLinpuHa pacnpeneneHus apuTpoLMTOB Mo 06bLEMY
(RDW-CV), %

Jlenkouuntbl, «10°9/n

TpomGouunTsbl, <1029/n

LLnpuHa pacnpepeneHns TpomooumToB No obbemy
(PDW), con

KoadpduumeHT 6onblumnx TpoméoumTos (P-LCR), %
TpombokpuTt (PCT), %

3akntoyeHne nNo remorpaMmme

BHelHWI NyTb CBEPTbIBaHUA KPOBU

PesynbraTt | LUudp

C>T, c.786
(rs2227589) c/c 1
A>T, c.2583
(rs1799810) AT 2
B3pocnble: < 496
BepemeHHocTb | Tp.: <600
471,00 BepemenHocTs Il Tp.: <1200
BepemenHocTb Il Tp.: <1900
134 XeHLmHbl: 120 - 140
4,24 >KeHwmHbl: 3,9 - 4,7
0,40 XeHuwmHbl: 0,36 - 0,42
95,5 YKeHwwmHbI: 75 - 95
31,6 XKeHwmHbl: 27 - 32
33,1 32-36
13,1 11,5-14,5
4,03 YKeHwmHe!: 4 - 9
187 150 - 400
13,7 9-17
35,0 13-43
0,17 0,15-0,4

MpoTpomMOGUHOBOE Bpemsi, cek 12,6
MpoTtpom6uH no Keuky, % 107
MHO 0,96
BHYTpeHHUI NyTb CBepPTbIBaHUA KPOBU

AYTB, cek 37,3
O6pa3soBaHue hubpuHOreHa

®nbpuHoreH, r/in 3,0
BHyTpucocyaucToe cBepTbiBaHUe KPOBU U hMBPUHONU3
3akntoyeHne nNo nrnasMeHHOMy 3BEHY remocTasa M3okoarynauus

000 "NMabopatopuu LINP" cir@cironline.ru
020425391256

MokasaTtenu B Npefenax pedepeHCHbIX MHTEPBAoB

9-15
85-139
0,8-1,25

26 - 41

HebepemeHHble XeHLWuHbI: 2 - 4

BepemeHHble xeHwmHbl Ao 20 Hegenb: 2 - 5,3
BepemeHHble xeHWwuHbl 21-28 Hepenb: 3 - 5,7
BepemeHHble XeHwWwuHbl 29-34 Hepenu: 3,2 - 5,7
BepemeHHble xeHwwuHbl 35-42 Hepenu: 3,5 - 6,5
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MaumeHt Mon eHckun Bospact 41
3aka3 O.n.m.
Moka3saTenb PesynbTtaTr PedepeHcHbIV MHTepBan
lMpoTuBOCBEpTHLIBalOLWAA cUCTEMA
AHTUTPOMOWH III, % 88,7 80 - 120

AKTMBHOCTb I'IpOTMBOCBeprIBaIOLIJ,eﬁ CUCTeMbl KpoBM B npeaenax ped)epeHCHbIX MHTEepBasnos

[00104] AkTuBMpPOBaHHbIN NpoTenH C - KPOBb
MpoTuBOCBEpTHLIBalOLAA cUCTEMA
MpoteunH C, %

125,0

70 -190

[00101] BonyaHo4HbIN aHTUKOArynsHTt (LA 1 ckpuHuHr, LA 1 ¢ HopMmanbHou nnasmon, LA 2 noarBepxaaroLmm) - KPOBb

BonyaHouHbIV aHTUKOArynsHT (CKPUHUHT C

pa3baBneHHbIM s500M ragtokn Paccena - DRVVT), 0,84
CKpUHMHroBoe oTHowweHune (CO)
AYTB (4yBCTBMTENBHOE K BONTYAHOYHOMY 095

aHTUKOAryrnsiHTy), CKPUHMHIOBOE OTHoLeHne (CO)
BonyaHo4HbI aHTUKoArynaHT
[00092] AHTuTena k kapauonunuHy IgG - cbiBopoTKa

AHnTuTena Kk kapgvonunuiy 1gG, Ea/mn 1,98
[00093] AHTUTena K kKapauonunuHy IgM - cbiBopoTKa
AHnTuTENa K kKapaunonununiy IgM, Ea/mn 1,38

oTpvuaTenbHbIn

<1,2

<1,2

oTpulaTenbHbIn

oTpuuaTtensHbin: 0 - 10
NONOXUTENbHbIN: >10

oTpuuaTtenbHbiv: 0 -7
NOMNOXUTENbHbIN: >7

[00094] AHTUTena kK AeHaTypupoBaHHou (ogHocnupanbHon) OHK (anti-ssDNA) - cbiBopoTka

AHTUTENa k geHatypupoBaHHon HK IgG (ssDNA),

oTpuuaTtensHbin: 0 - 20
NonoXuTenbHbIn: >20

oTpuuaTtensHbin: 0 - 20
NonoXuTenbHbIn: >20

oTpuuaTtenbHbin: 0 - 5
norpaHuyHbIN pesynbTat: 5 - 8
NONOXUTENbHbIN: >8

oTpuuaTtenbHbi: 0 - 5
norpaHuyHbIN pesynbTat: 5 - 8
NOMNOXUTENbHbIN: >8

oTpuuaTtensHo - <5
COMHUTENbHO - 5-8
NOMNOXUTENBLHO - >8

oTpuuaTensHo - <5

En/mn 0,96
[00095] AHTuTena k HaTuBHOM (ABycnupanbHoun) [IHK (anti-dsDNA) - cbiBopoTka
AnTutena k HatneHon [HK IgG (dsDNA), Ea/mn 1,20
[00198] AHTUTena Kk B2-rnukonpoTenHy —I IgG - cbiBopoTka
AHTuTena knacca IgG k 6eTa-2-rnukonpoTenHy-I, 213
Ea/mn )
[00199] AHTuTena Kk B2-rnukonpoTenHy -l IgM - cbiBopoTKka
AHTUTENa knacca IgM k 6eTta-2-rnmkonpoTenHy-I, 271
En/mn ’
[00361] AHTUTena Kk aHHeKcuHy V IgG - cbiBOpOTKa

AHTUTEena knacca lgG k aHHekcuHy V, Ea/mn 3,76
[00362] AHTUTena K aHHeKcuHy V IgM - cbiBopoTKa

AHnTuTena knacca IgM k aHHekcuny V, Eg/mn 4,36

COMHUTENbHO - 5-8
NONOXWUTENBLHO - >8

[00271] OnpeneneHne CyMMapHOro KofinyecTsa aHTUTEN K KapavonunuHy, coccdarnauncepuHy,
cdochaTuaunuHosutony, poccarnaunoBomn kucnote 1 B2-rnukonportenny | - IgG/IgM - cbiBopoTka

AHTU-hocdonmnug ckpuHuHr IgG (cymmapHoe
onpeneneHue aHtuTen IgG k KapguonunuHy,
dochaTmanncepuHy, hochaTnannMHoO3nTony,
docdhaTMannoBon KUCAOTe U B2-TNNKONPOTENHY ),
En/mn

AHTU-pochonunua ckpuHuHr IgM (cymmapHoe
onpepeneHue aHtuten IgM K kapanonunuHy,
dochaTtmanncepuHy, hochaTnanniMHoO3nTony,
dochaTMamnoBon KUCnoTe n B2-rnukonpoTemnHy ),
Ea/mn

1,40

3,60

oTpuuatensHbiii: 0 - 10
nonoxutensHbin: >10

oTpuuaTtensHbin: 0 - 10
nonoxutensHoin: >10

[00074] AHTUTeNna K TUpeouaHon nepokcuaase (aHtutena k TMO) - cbiBOpoTKa

AHTUTENA K TUpeonaHon nepokcuagase (k TrO),

ME/mn 12,6
[00075] AT-TI (aHTUTena K TUpPeOornobyrunHy) - CbIBOpPOTKa
AHTuTena k TnpeornobynuHy (AT-TI), ME/mMn 17,8
[00113] TloMouUCTEUH - CbIBOPOTKA

[omoumncTenH, MkMonb/n 8,78

000 "NMabopatopuu LINP" cir@cironline.ru
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<5,61

<4,11

4,9-13,9
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[Mon >xeHckumn Bospact 41

O.n.m.

MauneHt

3akas
PeSyJ‘IbTaTbI VICCJ'Ie,ClOBaHVIVI He ABNAITCA ANarHo3oM N MHTePnpeTUpyTCca nevawim
BPaY4oM C Y4ETOM BCEX AaHHbIX O NaumeHTe (nabopaTopHbIX, MHCTPYMEHTasbHbIX 1

KIMUHUYECKMX).
3anucarbcst Ha Mpuém K Bpady: cironline.ru

Bpay KOJ: Apsesa .A.,
MeyépuHa E.1O.
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