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MokasaTenb PesynkraT PedhepeHCHbIV nHTepBan
AyToaHTUTENna

[00526] Tpombocunuyeckme n aytomMmyHHble HapyweHus, MOJNTHOE PACLUMPEHHOE o6cnepoBaHue - OyKKarnbHbIM
anuTenumn

[01222] AHTuTena k chocchaTuauncepuHy-npotTpomouHy (IgM, IgG), cymmapHbie - cbIBOpOTKa

- <16 - He oBHapyXeHbl
AHTnTENa K dpocaTnanncepuHy-npoTpomMonHy 4,00 16-24 - COMHITENLHO
(lgM, |gG), CyMMapHble, ME/mn >24 - 0BHapyXeHbl

[01062] Monumopcunsm reHOB cucTeMbl reMocTasa, cucTeMbl hubpuHonusa u metabonuama cponarton, 22 cpakropa
(accouMnpoBaHHbIX C HeBbIHaLLMBaHUEM 6epeMeHHOCTU, HapyLUEeHUAMU NnaLeHTapHOW (PyHKLMN, HeyAaYHbIMU
nonbiTkamn KO u 6ecnnogmem HESICHOTO reHesa) - GyKKanbHbIN ANUTENUNA

leHbI TPOMOOdMNUN

leH Koaupyembin 6enok Monumopdumam Jlokanusauus Pesynbrar | Wudp
F2 Il koarynsumoHHbIN dakTop (MPOTPOMOUH) (rgfggzggé) 3-UTR G/G 1

l'eH F2 kogupyeT chakTop |l cBepThIBAHWS KPOBY (MPOTPOMOWMH).
Hanunuve reHotuna AA noBbiliaeT puck BEHO3HOro Tpombosa B 6.7 pas, AG - B 2,8 pasa.

Yacrtota annenewn: G=0.9964
OpueHTaums uenu: nnwc

CuHoHMMBI: €.20210, 13002432
3akntoyeHnue: Mo reHy daktopa |l cBepTbiBaHua kposu (FIl, npoTpoM6uH) BbisiBNeH reHotun G/G, BcTpevatowmiicst B nonynauum Ao 99% naumeHToB. [aHHbIN
BapuaHT He YBENMUYMBAET PUCK TPOMOOTUYECKUX OCMOXKHEHWIA, NATONOrMN CEPAEYHO-COCYANCTON CUCTEMbI U OCIIOKHEHUII GEPEMEHHOCTU.

V KoarynsumMoHHbIN hakTop CBepTbIBAEMOCTHU G1691A
FS KpoBu (cdhakTop JlengeHa) (rs6025) Arg506Gin GIG 1

Hanunuve nengeHckon MyTaumm B reTeposnrotHom BapuaHTe (AG) nosbilwaeT puck Tpombosa B 3,5-4,4 pasa. B romo3anrotHom BapuaHTe (AA) - B 11,4 pasa.
Yactora annenen: G=0.98052

CuvHOHMMBI: NenaeHckas myTaums, R506Q, ¢.1691

3akntoyeHue: Mo reHy daktopa V cBepTbiBaHusi kpoeu (FV) BbisiBneH reHotun G/G, BcTpevawowmiica B nonynsumn Ao 98% nauveHToB. [aHHbIA BapuaHT He
yBENUYMBaeT PUCK TPOMBOTUHECKMX OCIIOKHEHWIA, NaTONOMMN CepaeYHO-COCY/AUCTON CUCTEMBI 1 OCIIOXHEHW BepemMeHHOCTU.

F7 VIl koarynsumoHHbIA hakTop ?rlggzg? Arg353GIn G/IG 1*

B akTtmBHOM cocTtosiHum dpakTop VI B3anmogencteyeT ¢ paktopom ll, 4To nprBoaMT k akTnBaumm akTopoB IX n X cucTembl CBEPTLIBAHUSA KPOBU, TO ECTb
KoarynsiumoHHbIv doaktop VIl yyactByeT B 06pasoBaHunmM kpoBsiHOro cryctka. Bapnant G10976A npuBOAUT K MOHWKEHMIO MPOU3BOAMTENBHOCTM (IKCNpeccum) reHa
dakTopa VIl n sBnseTcs 3awmnTHbIM hakTOpOM B pa3BUTUM TPOMOO30B 1 MHDapKTa MUOKapAa.

Yacrtota annenen: G =0,88, A=0,12
OpweHTauus Lenu: MUHyc
CuHoHuMBI: €.10976, C>T (no nntocoBou Lenwu)

- 3alUMTHBIN annenb aBnseTca Gonee peaknm

F7 VIl KoarynsiunoHHbI chakTop (rs??14{99210) c.-323 A1/A1 1*

B akTtmBHOM cocTosiHum cakTop VI B3anmogencteyeT ¢ paktopom ll, 4To npuBoanT k akTnBaummn dakTopoBs IX n X cuctembl CBEPTbIBAHNA KPOBU, TO €CTb
KoarynaumoHHbiv paktop VIl yyactByeT B 06pasoBaHMmM KPOBSIHOIO CrycTka.

[HaHHbIn nonumopdunam BkntovaeT BeTasky B 10 n.H. B nonoxeHun -323 B obnactn npomotopa reHa F7.

Annenb A1 o3HayaeT OTCYTCTBME BCTaBKU, @ annenb A2 - Hanuuue.

Y nauneHnToB ¢ reHoTnom A2A2 akTMBHOCTM akTuBMpoBaHHoro dpaktopa VIl cHmxeHa Ha 66%.

Yacrota annenei: A2 (insCCTATATCCT)=0.20489
OpwueHTaums Lenu: noc
CuHoHuMbI: N/ins

* - 3aWMTHBLIM annenb aBnseTca 6onee penknm.

G-455A
FGB PunbpuHoreH (rs1800790) Promoter G/IG 1
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MauneHT Mon »xxeHckun Bospact 34
3aka3s O.n.m.

MokasaTenb PesynkTaT PedhepeHCHbI nHTepBan
3TOT NonMmMopcu3mM conpoBOXKAAETCSA NOBbILLEHHOW NPOU3BOAUTENBHOCTBIO (AKCMPECCUEN) reHa, YTo NMPUBOAUT K MOBbLILLEHHOMY YPOBHIO (oubpuHOreHa B KpoBU 1

yBENUYMBaET BEPOATHOCTL 06pa3oBaHusi TPOMBOB. [MoBbILLEHHAs CKNOHHOCTb K TPOMG006pa3oBaHMIO MOXET NPUBOAUTL K TPOMBO3aM, KapAMoBacKysipHbIM
3a60neBaHUsIM U OCNOXHEHUAM GepeMeHHOCTU.
Yacrota annenei: G=0.8586

OpueHTauus Lenu: nnwc

CVHOHUMBI: C.-455

C>T
(r$2289252) C22771T c/C 1

l'eH F11 kogmpyeT dakTop FXI BHyTpeHHero nyTu ceepTbiBaHUst KpoBUY. MNonnumopdram CBsidaH C pa3BUTUEM BEHO3HOro Tpombo3a.

F11 XI koarynsaumMoHHbIN hakTop

Yacrota annenew: C=0.6805
OpueHTauus Luenu: nnc

CVHOHMMBI: €.22771

FeHbI runouGpuHONU3a M pUcka BEHO3HbIX TPOMGO30B

leH Koaupyembin 6enok Monumopdmam JNokanusauma | Pesynstat | Ludp
F12 XII koarynsiunoHHbI dhakTop (XaremaHa) (rs1%?)?-(520) 5-UTR Cc/C 1

l'eH F12 koanpyeT dpakTop Xl cBepTbIBaHWS KpoBK (dhakTop XaremaHa).

Monumopcuam accoumMmnpoBaH C pe3kMM CHKEHUEM NPoAyKLMK neveHbto dakTtopa Xl

Mpw pedmumte daktopa Xll B koarynorpamMmme yBenuyeHo Bpemsi cBepTbiBaHWUs Kpoeu U AYTB 6e3 nprM3HakoB KPOBOTOUMBOCTY.

Mpu pedmumute akTopa XaremaHa NoBbILIAETCA pUCcCk TPOMOO30B, Tak Kak 3TOT pakTop B GonbLUe cTeneHn akTuBMpyeT nbprMHONN3, YeM CBEPThIBAHME.
Annenb TT siBnsieTcs hakTopom pucka 3aboneBaHuii cepaua, HeBblHALLMBaHUEM GEPEMEHHOCTM Ha ManbIx Cpokax, HeyaayuHbiMu nonbiTkamu OKO.

Yacrtota annenew: T=0.4724
OpueHTauus Lenu: M1UHyc

CuvHOHMMBI: .46, G>A (Mo nNnocoBow Lenwu)

F13A1 ®aktop Xl cBepTbiBaHMS KpoBu (F13A1- G103T/G103A
pnbpuHasa) (rs5985)

l'eH F13A1 — reH, oTBeyvatoLLmii 3a cuHTe3 anbda-uenu daktopa Xlll cBepTbIBaHWS KPOBH.

PyHKUMA NpodyKTa reHa: yyacTsyeT B 06pa3oBaHnm HepacTBopuMoro chmbpuHa, npeacTasnstoLLero cobon ocHOBY KpoBAHOro cryctka. Ctabunusauus
h1BpMHOBOrO CrycTka 3akovaeTcs Kak B MOBbILEHNN €70 MEXaHUYEeCKOM NPOYHOCTM, Tak U B 3aLyuTe OT fmsuca.

Bo3amoxHble reHoTUNbI U knuHuydeckue nposeneHns: G/G: 6e3 ocobeHHocTern. G/T n T/T: cHwkeHune yposHs Xl dhakTopa B nnasme, HapyLleHne CTPyKTypbl v
CBOWCTB pnbpnHOBOro cryctka. OCHOBHbLIM pe3ynbTaToM HoCUTeNbCTBa annens T SBNsSeTCs BblpakeHHast pe3NCTEHTHOCTb kK dnbpuHonuay. Hannyme atoro
nonmmopdguama cosgaeTt cepbesHble NpobnemMbl Ans HopManbHOW MHBa3nMK Tpodobnacra, pemMmoaenmMpoBaHnst CnnpanbHbIX apTepuin N MYHKLVOHNPOBAHNS
nnaueHTbl. OTcloAa BblpaXeHHOE MOBbILLEHWE PUCKa OCMOXHEHUI 6epeMeHHOCTH, 0COBEHHO B codeTaHnn ¢ Apyrumu dhakTopamu, B YaCTHOCTH, C
nonumopduamamu PAI-1 n cdakTopa XII.

Val34Leu G/T 2

Yacrtota annenew: G=0.8522
SERPINE1 (PAI-
1)

l'eH SERPINE1 kogupyeT nHrmbutop aktusaTtopa nnasmuHoreHa—1 (PAI-l).

PAI-I 3amennsieT paboTy TKaHEBOrO aKTMBaTOpa Nia3MnHOreHa u ypokvHasel, Yem yrHetaeTt hmbpuHONM3 1 NpensTcTByeT pacTBOPEHUIO TPOMGOB.
Monumopdunam reHa 5G(-675)4G npeactaBneH M3MEHEHVEM KONMYECTBa NOBTOPOB ryaHuHa (G): 5G o6o3HavaeT Hannyme nocrnefoBaTenbHOCTU U3 NATH
OCHOBaHWUi ryaHnHa, 4G - 13 4eTblpex OCHOBaHWUI ryaHuHa.

4G siBnsieTcst HeGNaronPUATHLIM BapUaHTOM, BUSIOLLIMM Ha (OMBPUHONW3 1 yBENUYMBAIOLLMM PUCK TPOMB030B, 0COBEHHO B KOMBUHALMM C APYrMMU dhakTopaMu.

€.675 5G/4G

(rs1799889) 4G/aG 3

MHrmbutop akTMBaTopa nrasmmHoreHa 1

Yacrtota annenen: 5G = 0,64, 4G = 0,36
OpwveHTauus uenu: nnoc

CuHoHMMBI: €.675, G>A (G = 5G, A =4G)

3akntoyenue: Mo reHy PAI-I (SERPINE 1) cBepTbiBaHusi kpoBu BbisiBneH reHotun 4G/4G (annenb 4G BcTpevaetcs B nonynsaumm y 53% naumeHTtoB). [aHHbI
BapuaHT obycnaenueaeT noBbileHne ypoBHS PAI-1 B KpoBW, CHWxeHWe UOPUHONUTMYECKOW akTMBHOCTU KPOBM, NPEAPAacronOXeHHOCTb K runepkoarynsumu,
NOBbILLEHHbIA PUCK KOPOHAPHBIX HApyLUEHWU, MHdapKTa MMokapaa, UWLEeMUYECKOro MHCYnbTa U TpPOMOO30B.

Pucku:

= TpoMB03bl, B TOM Yuncrie, TpoMB03bl NOPTanbHOW BEHbI Y BHYTPEHHWUX OPraHoB;

* MOBbLILLEHHbIA PUCK CepAeYHO-COCYAUCTbIX 3aboneBaHuii (Mwemus, UHMapKT Muokapaa), 6onee BbicOkuiA puck Ans romosuroT 4G/4G. MakcumanbHbIA puck
cepaeyYHo-cocyAMCTON MaTonorMm Ansi FOMO3UrOTHOTO TEHOTUNA OTMEYEH NMPU FMMNEPTPUTIMLEPULEMUN;

* UHpapKT Mrokapaa (npu Hanuuum mytaumm T1565C B reHe ITGB3), Gonee BbICOKUIA PUCK ANSI MYXUMH;

= YBEMUYEHME NEeTanbHOCTU B pe3ynbTaTe CENTUYECKUX UH(EKLMI (MEHMHIOKOKKOBAS UHDEKLUS Y AeTel, MHOXECTBEHHbIE TPaBMbl);

* NOBbILLEHNE YPOBHS XOnecTeprHa B KPOBW, NPeApPacnonOXeHHOCTb K OXUPEHWUIO.

Mpu GepemeHHOCTU:

* YBENUYEHNE pUCKka NPUBbLIYHOTO HEBbIHALLMBAHUA GepeMeHHOCTM, 0coBeHHO Ans HocuTenel reHoTuna 4G/4G;

= YBENUYEHNEe puUcka rurnokcun, BHYTpMyTpobHON 3aaepku pocta nnoga (B3PI), Tpombo3a cnnpanbHbix apTepuii, cHabxatoLwmx nnaueHTy;

= YBENUYEHME puUcka pa3BUTUsi recTo3a (npeaknamncum), B 6onbLuei cteneHn npu reHotune 4G/4G;

* yBenuyeHne TpPOMBOreHHOCTN COCYAMNCTOW CTEHKM Npy ropMoHanbHon Tepanuun ans 9KO;

* CHW)XEHWE BEPOATHOCTU MmnnaHTaumum ambproHa npu 3KO.

C-7351T

(rs2020918) Promoter TT 3

PLAT TkaHeBow akTuBaTop nnasMmuHoreHa (t-PA)
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MauneHT Mon »xxeHckun Bospact 34
3aka3s O.n.m.

MokasaTenb PesynkTaT PedhepeHCHbI nHTepBan

TkaHeBbI aKTUBATOP MIia3MMHOTreHa akTUBUPYeT NpeBpaLleHne nna3MmyHoreHa B nnasmuH. MnasmvH paclennseT pudpuH (3TOT NpoLiecc HasbiBaeTes
hbnbprHONM3), TeM caMbiM TOPMO3UT TpoMGooGpasoBaHue.

Annenb T conpoBoxgaeTcs CHbKeHneM BbicBoboxaeHnst PLAT u, cnegoBaTenbHo, HeaddekTBHOMY hnbpuHonusy. Hanmuve gaHHOro BapuaHTa reHa cBsi3aHo C
NoBbILLEHHbIM TpOMB0oOpa3oBaHMeM, PUCKOM MHpapKkTa Mruokapaa, UHCybTa.

Yacrota annenew: T=0.2548
OpueHTauus Lenu: M1UHyc

CurHOHMMBI: €.-7351, G>A (no nntocoBon Lenu)

leHbl, cBA3aHHbIE C peuenTopamMu TpOMGOHMTOB

leH Koaupyembi 6enok Monumopdunam Jlokanusaumsa Pesynsratr | LWudp
TpombouuTapHbI rukonpoTenH Ib-anbda- 482C>T
GP1BA cybbeamHuua (anbda-uens peuentopa (rs6065) Cc/C 1

akTopa BunnebpaHga)
GP1BA — reH peuenTopa anbga-Lenun peuenTtopa gakrtopa BunnebpaHaga.
Peuentop coctouT 13 anba-uenu, 6eTa-uenu 1 ewle ABYX rMUKONPOTEMHOB TPOMGOLMTOB: FIMKONPOTENHA TpoMGoumuToB |X 1 rnukonpoTenHa TpomboumnToB V.
Monumopduram npeactaensieT coboit aMMHOKUCIIOTHYHO 3aMeHy TPEOHWHA Ha METUOHWH. BapuaHTbl nonnMopduraMa onpeaensitoT aHTUrEHHYH NPUHAAMEeXHOCTb
Tpom6ouunToB K 1 nnu 2 rpynne kposu TpombouuTos no cucteme HPA-2: 6onee yacTbiit BapuaHT C - A1 n T- A2.

Yacrota annenei: C=0.911
OpVIeHTaLlVIﬂ uenu: nntc
TpombouunTapHbI rnMkonpoTeunH Ib-anbda-
GP1BA cybbeamHuua (anbda-Lens pelenTtopa
akTopa BunnebpaHga)
GP1BA — reH peuenTopa anbga-Lenu peuenTtopa gaktopa BunnebpaHga.

Peuentop coctouT 13 anbda-uenu, 6eTta-uenu u ewle AByX rMMKONPOTEMHOB TPOMBOLMTOB: FNMKONPOTENHA TpoMbGoumuToB IX 1 rnrkonpoTenHa TpomboumnToB V.
Monumopdumam reHa GP1BA accoumnpoBaH ¢ BEHO3HbIMM TpOMG0o3amm.

-5T>C

(rs2243093) e 2

Yactota annenen: T=0.865
OpueHTauus Lenu: nnwc

TpombouuTapHbIn rukonpoTenH Ib-anbda-
GP1BA cybbeamHuua (anbda-uens peuentopa
dhakTopa BunnebpaHaa)
GP1BA — reH peuenTopa anbga-Lenu peuentopa gaktopa BunnebpaHga.
Peuentop coctouT 13 anbda-uenu, 6eTa-uenu u ewle AByX rMMKONPOTEMHOB TPOMGOLMTOB: FMMKONPOTENHA TPOMGoLMTOB |X 1 rmukonpoTenHa TpomboumnToB V.
VNTR - Variable Number of Tandem Repeats = BapbupytoLlee YMCro TaHAEMHbIX NMOBTOPOB. Y1CNo NOBTOPOB M3 13 aMUHOKUCNOT KoaMpyeTcs pa3HbIMK GykBamu.
A =4 nosTopa. B= 3 nostopa. C=2 nostopa. D = 1 noBTop. Bonee "anuHHbie" peuenTopsl (A 1 B), gatoT 6onee MOLHbIA arperauyoHHbIn OTBET TPOMOOLMTOB Ha
chaktop BunnebpaHaa n moryT cozaaTb NpobremMbl Npy UMMNAHTaLWUM 1 NnaueHTaLmu.
* Hanbonee pacnpocTpaHeHHbIi BapuaHT cpeam esponeiues — C/C (60-65%), 6e3 ocobeHHocTeln. BapnaHnTtel B/B (4actota 1-3% B nonynsuum) n B/C (4actota 20-
25%) siBNsII0TCS NOTeHUManbHbIMW JONONHUTENBHLIMU hakTopaMu pycka HapyLLeHUst UMMNaHTaumMmn 1 NnaueHTaumm, 1 cnegosaTerbHo, haktopamu becnnoams,
HeBbIHaLLMBaHWUA U HeyAayHbIx nonbiTok BPT (IVF). PacnpocTpaHeHHOCTb ocTasnbHbIX BapuaHToB reHoTunos coctaenseT 0-15%. Peakuii BapnaHT D 3awumiiaeT ot
runeparperaumn TpoM6oLMTOB.

Anbda-2-cybbeanHnua nHTerpuHa C807T
ITGA2 (TPOMOGOUMTApPHBIN FMMKONPOTEWH la, (rs1126643) Phe224Phe TT 3
Tp0M6OL|,I/ITaprIl7| peuenTop K KOJ'IJ'IaFEHy)
Anbda-2 cybbeanHnLa BXoguT B cocTaB MHTerpuHa a2f31 (rmukonpoTeuH la/lla) n obecneunBaeT KOHTaKT TpombBoumTa C BHEKIIETOYHBIM MaTPUKCOM U
«MpunMnaHme» K KonnareHy.
WHTerpuH 3anyckaeT npoLiecc arperaumy n reHepauum TpoMbuHa, YTo SBNSeTCs HeOOXOAMMbIM YCIOBMEM BKIOYEHWS NOCNEAYOLLMX 3BEHbEB CBEPThIBAIOLLEN
CUCTEMbI KPOBU.
CMbicn AgaHHoro nonnmMopduramMa B ToM, YTo anbgda-cybbeamHuua MHTerpuHa obblyHas, Ho ee CTaHOBUTCS ropasfo Gornbliue Ha NoBepPXHOCTM TpomboumTa. Mpn
aTOM ByaeT HabnoaaTbesa 1 "pe3nCTEHTHOCTb K acnmpuHy”, To eCcTb acnupuHa TpebyeTcs 6onblue 06bI4HOrO.
YacTota romosurotel C/C B nonynsuumn 38,44%, 6e3 ocobeHHoCTe.
Hanunune reteposurotsel C/T (yactota 47,12%) nnm romo3nrotsl T/T (4acTtoTta 14,44%) NpUBOAUT K yBENUYEHUIO CKOPOCTU afre3nn TpoMboLmUTOB, YTO NOBbILLAET
puvck MHpapkTa MrMokapaa, NLeMUYeckoro UHCYIbTa, TPOMB03IMBONMYECKX OCIOXHEHWIA.
OT1oT nonumopcuam accoummnpoBaH 1) ¢ 6ecnnognem HesiCHOro reHesa; 2) ¢ HeBblHaLIVMBaHWEM GepeMeHHOCTU; 3) C Pe3KUM MOBbILLEHWEM HeyAay UMNaHTaumm
npu IVF. BepoATHOCTb BCeX 3TUX OCMOXHEHWI Pe3KO NOBbILLAETCA Y roMo3unroT no nonumopduamy (T/T) n npu codeTaHum ¢ nonumopdguamom ITGB3 B romo- n
reTepo3nroTHbIx doopmax. B oueHb pefknx cnyvasx NpoTvB HEro MoryT 0b6pa3oBbiBaTLCS aHTUTENa B pesynbTaTte annonMmyHn3aumm. NMostomy odeHb, 04eHb peako
Takve aHTuTena MoryT 6biTb MPUYMHON anNIoMMMYHHOM TPOMBOLIMTONEHUN HOBOPOXOEHHbIX.

VNTR

(rs41439349) cic 1

Yacrota annenew: C=0.6623
OpueHTauus Lenu: nnoc

CurHOHMMBI: €.807

ITGB3 (Gplila) Llenb GeTa-3a nHTerpuHa (MHTErpmH-6eta-3, (PITA117/I§EAZ Leu59Pro T 1
P TpombouuTapHbIN rnykonpoTerH beta-llla) rs5918) ’
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MauneHT Mon »xxeHckun Bospact 34
3aka3s O.n.m.

MokasaTenb PesynkTaT ‘ PedhepeHCHbI nHTepBan

WHTerpuHbl SBNstoTCa TpaHCMeMBpaHHbIMW FIKONPOTEeNHaMu, COCTOSALLIMMM U3 ABYX Lienei — anbda n 6eta n ocyLLeCTBASIOLLMMUN PELLENTOPHY0 MYHKLMIO Ha
memb6paHe TpomboLmToB. OCHOBHbIE (OYHKLMN UHTETPUHOB: CBSA3b KIETKU C BHEKNETOYHbIM MaTPUKCOM 1 Nepeaava curHana.

Llenb 6eTa-3a nHTerpunHa BxoamT B coctas uHTerpunHa lib/llla n V/illa. UHTterpun lib/llla cnyxut peuentopom ans donbpuHoreHa, 3anyckas npoLecc cBepTbiBaHUS
KpOBM 1 cnocobcTBys arperauum TpomMGoLMTOoB.

Hanbonee yacTo BcTpevatowmiica BapuaHT T/T (A1) (72,25%).

Hanuune BapnaHToB reteposurotsl T/C (A1/A2) (4acTtoTta 25,5%) nnu romosurotsl C/C (A2) (4actoTa 2,25%) NPUBOAUT K MOBbILLIEHHON CKMOHHOCTW TPOMBOLIMTOB K
arperaumm, noBbIWas PUCK CepAEYHO-COCYANCTbIX 3aboneBaHuin (pUck BO3HMKHOBEHWS UHDapkTa B 2-2,5 pa3a), puck TPOMBOTUYECKMX OCIIOXHEeHUA. BapuaHT
annensa C/C (A2/A2) accounmpoBaH C yBENMYEHMEM prCKa nepernomMa wenkn 6egpa, paka sudHuka.

[ina pocTuxkeHus oamHakoBoro acpdpekta npu nonumopdusme rs5918 TpebyeTcs 6onee Bbicokasi 403a acnpuHa.

Cuctema A1/A2 siBnsieTcst caMoli BaXKHOM B KITMHUYECKOM OTHOLLEHUW B NaHe pa3BUTUS ayTOUMMYHHOW TPOMOOLIMTONEHNN HOBOPOXAEHHBIX. ANNOUMMYHU3aLMs
BO BpeMsi 6epeMeHHOCTN BO3MOXHa Y 6epeMeHHbIX, rOMO3UroTHbIX Mo A2.

WHTerpun V/llla, B cocTaB KOTOPOro BXxoguT Lienb, kogupyemasi reHoM ITGB3, ceityac MHTEHCUBHO M3yYaeTcs kak hakTop, UrpatoLLuii OrpOMHYIO porb B
uMnnaHTauum, 6ecnnoanm HECHOro reHesaa 1 NPUBbLIYHOM HeBbIHALLMBAHWUK, Heyaa4Hblx nonbiTkax OKO. Mpu Bcex 9TUX Tpex COCTOSHUAX aCnNpeccus NpoaykTa
ITGB3 cHuxeHa.

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

CVHOHMMBI: C€.1565

P2RY12 P2Y nypuHapruyeckuii peuentop (r32326%3 4) A/A 1
l'en P2RY 12 koampyeT P2Y nypuHapruyeckuin peuenTop.

YacToTta annenen: G=0.1324

OpwueHTaumns uenu: MuHyc

CuVHOHMMBI: C.-15+742, T>C (no nntocosow Lenu)

MeTtabonusm donara

leH Koaupyembin 6enok Monumopdusm Jlokanusauma | Pesynstat | Ludp
MTHFR MeTunenTeTparapocdonarpeaykTasa (rsfggz 1T33) Ala223Val cIT 2

Yacrota annenew: C=0.7546

3akntoyenune: Mo reHy MTHFR (reH meTtuneHTeTparngpodponatpeaykrasbl) donaTtHoro uukna BbisiBnieH reHotun C/T, BcTpevaowwmincs B nonynauum y 42%
naumeHToB. Hambonee BaXHbI reH U3 TEHOB, CBS3aHHbIX C (POMATHbIM LIMKMOM, Tak Kak CBsi3aH C WU3MEHEeHUEeM aKTMBHOW 4acTu reHa depmeHTa. CHuxeHve
YHKLUMOHANbHOW akTMBHOCTU dhepmeHTa A0 35% OT cpefHero 3HauveHus (o 65% npu romMo3vroTHoM BapuaHTe), TepmonabunbHoCTb hepmeHTa. oBbilLeHHas
notpebHocTb B donaTtax. [MNEProMoUUCTEMHEMUSI KaK [OMOMHUTENbHbIA  (hakTop pucka TpomGodunum. [pu  GEpEMEHHOCTV  TMNEProMOLMCTEMHEMUS
accoummnpoBaHa NpeuMyLLEeCTBEHHO C HU3KMM ypoBHeM BuTamuHa B12 B nnaswe.

Pucku:

= 3-X KpaTHOe NOoBbILLEHME pUCKa KapAMOBaCKyNsAPHbIX 3aboneBaHnin B MONoAoOM Bo3pacTte, TPoM60ambonum, BeHO3Hble TPOMGO3bI;

= YBENUYEHME pUCKa Pa3BUTUSI paka MOJIOYHON XKernesbl;

* ycuneHve noboYHbIX apekToB xMmmuoTepanuu (Hanpumep, NoboyHble apdekTbl NPU NPUMEHEHNN MeToTpekcaTa y GorbHbIX PpakoM rpyam).

Mpu GepemeHHOCTU:

* YBENUYEHME pUCKka paHHero BbIKUABILLA;

* yBENMUYEeHNe pucka pas3BuTUSi NO3AHEro rectosa, NPeaKNamncum, OTCRONKN MNaLleHTbl;

= YBENMYEHWe pucka aHTeHaTanbHon rmbenu nnopa, 3agepxkv U AedekToB BHYTPUYTPOOHOrO pa3BuTUsi nnoda (AedekTbl HEPBHOW TPYGKM, paclienuHbl rybbl u
Heba, Nopok cepaua), HeobxoanMO HasHaveHne PonueBo KUCMOThI.

A1298C

(rs1801131) Glu429Ala A/IC 2

MTHFR MeTtunenTeTparngpodonarpeaykrasa

len MTHFR koaupyeT depmeHT MmeTuneHTeTparnapodonaTpenykrasy.

®PyHKUMA NpodykTa reHa: BocctaHaBnueaeT 5,10-meTuneHTeTparngpodonar ao 5-metunteTparngpodonara (katanusatop peakuuy obpasoBaHus 5-
meTunTeTparnapodonara, Heo6XoANMOro Ans NpeBpalleHns roMoLmMcTenHa B MeTUoHWH). Viccneayembiin nonumopdunam MTHR obosHavaeTcs kak MyTaums
A1298C.

CHuxeHne yHKLMOHANbHOW akTUBHOCTU bepMeHTa: Puck pa3sutis TpoM60308. HeBbiHalLMBaHWE BepeMeHHOCTU, MO3AHUIA recTos.

Bo3amoxHble reHOTUNbI U KnuHuYeckue nposenenns: A/A: 6e3 ocobeHHocTel. A/C: koMBUHaLUWs reTepo3uroTHocTy annenen 677T n 1298C conpoBoxaaeTcs He
TOJIbKO CHUXXEHWEM aKTUBHOCTU (hepMEHTa, HO W MOBbILLEHWEM KOHLIEHTPaLMN FOMOLIMCTENHA B Mna3Me U CHUXeHWeM ypoBHs donatos. C/C: cHmkeHne
aktueHocTM MTHFR npumepHo Ao 60 % oT HopMbl. MNpn 6epeMeHHOCTV MOXET Bbl3biBaTb CHUXEHWE hONaToB B Mnasme.

Yacrota annenew: A=0.7506

A2756G
MTR MeTWoHWH cuHTasa (rs1805087) Asp919Gly A/A 1

leH MTR (B12-3aBucrMasi METUOHWH-CMHTa3a) KOAMPYET aMUHOKUCIOTHYIO NOCNEAoBaTENbHOCTb (DEPMEHTA METUOHUHCUHTA3bl - OAHOIO U3 KIYEBbIX
depmMeHTOB 0OOMeHa METMOHMHA.

depmeHT KaTanuanpyeT obpa3oBaHWe METUOHMHA 13 TOMOLIMCTENHA NYTEM ero pemeTunnpoBaHus (obpatHoe npespalleHne roMOLMCTENHA B METUOHMUH).
Yactora annenen A/G, G/G cocrtaenset 20 - 30%.

Bo3MOXHblE reHOTUNbI U KNHUYeckne nposieneHns: A/A: 6e3 ocobeHHocTen. A/G 1 G/G : 0 TMeYaeTCs CHKeHUE PyHKUMOHANbHOW akTMBHOCTU hepMeHTa, pocT
YPOBHSI FOMOLIMCTENHA B KPOBU, rMnepromoumcTerHemust. MNoBsbllleHre pucka pa3suTus cuHapoma [layHa (poxaeHne pebéHka ¢ XpOMOCOMHBIM CUHAPOMOM Mpu
HOpManbHOM KapuoTune poguTeneit). HapylleHue pa3sutua nnoga: HesapalleHue HePBHOW TPYGKM, M30MMPOBAHHBIE PacLLENUHbI FyObl U HEGa. CHUXEHME
romMoLyCcTeNHa B NnasMe B OTBET Ha NOBbILLeHWe honaTos B NuLLe.

Yacrtota annenewn: A=0.7817

AG6G

(rs1801394) lle22Met G/IG 3

MTRR MeTuoHnH cuHTa3a-peagykTasa
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MauuneHT Mon xeHckun Bospact 34
3akas O.n.m.

MokasaTenb PesynkTaT PecepeHCHbIN nHTepBan

len MTRR kogupyeT METUOHWH-CUHTa3y-peayKTasy - hepMeHT, HeobXoauMbI ANst NOAAePXKaHUS aKTUBHOCTU METUOHUH-CUHTa3bl NMyTEM BOCCTAaHOBUTENBHOMO
METUNMPOBaHWS.

Mpu Hanuuum annens G cHxaeTcst pyHKUMOHaNbHas akTUBHOCTb dhepMeHTa. OTMevaeTcss poCT YPOBHSI FOMOLMCTENHA B KPOBU.

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

Bo3moXHbIE reHOTUMbI U KnuHuYeckue nposeneHns: A/A: 6e3 ocobeHHocTen. A>G n G/G: cHuxeHue yHKLMOHaNbHON akTUBHOCTM (hepMeHTa, roMoLMCTEMHEMUS],
0cobeHHO B coveTaHun ¢ nonumopduamom rena MTR: 2756A>G. [edekTbl pa3BuTua HEPBHON TPyOKK. YcunuaaeT natonornyeckunii apdekT, accoLummpoBaHHbIn ¢
nonumopduamamu reHoe MTHFR n MTR. ViccnepoBanuve nonumopdurama 66A>G nmeeT NporHoCTMYeckoe 3HaveHne npu oLeHKe pucka cepaevHO-CoCYANCTbIX
3aboneBaHuii.

Yacrota annenew: A=0.6358

Monumopdunam reHoB aHTUKoarynsaHToB

leH Koaupyembin 6enok Monumopdunam Jlokanusaumsa Pesynsratr | LWudp
o C>T, c.786
SERPINCA1 MHrMbuTop cepnHoBoOK nNpoTeasbl (rs2227589) C/C 1

[MonMmopunam accoLMmnpoBaH Co CHUXKEHWEM aHTUKOArysiHTHON aKTUBHOCTM.

YacToTa annene:
C=0.9

PROC MpotenH C

Monnmopdunam accoummnpoBaH ¢ passutuem geduuuta nporenHa C.

A>T, c.2583

(rs1799810) AA 1

YacToTa anneneu:
T=0.39

LLndp: 1 - romosurota 4acTeivi annensb, 2 - reTepo3nroTa, 3 - roMo3urota peakumn annerns
[00103] D-gumep - KpOBbL
BHyTpucocyauctoe cBepTbiBaHue KpoBu U pnbpuHoOnn3
Bapocnble: < 496
D-,qmmep (FEU), HI/MA 270,00 BepemeHHocTb | Tp.: <600

BepemeHnHocTb Il Tp.: <1200
BepemenHocTsb Il Tp.: <1900

1 Hr/mn FEU = 2 Hr/mn DDU
[00248] BazoBas koarynorpammal/remocta3vorpaMmma - KpoBb

MpuHMMaemble npenapaThbl Onuksuc, KapgnomarHun

[emornobuH, r/n 130 MKeHuwwHb: 120 - 140
OpuTpounTbl, *10412/n 4,43 XeHwwmHel: 3,9 - 4,7
[emartokpuT, n/n 0,40 XeHumHel: 0,36 - 0,42
CpegHuii 06bém aputpouuta (MCV), cn 89,8 YKeHwmHbI: 75 - 95
(C'\z)g,qu;,eﬁrco,qepmaHme remornobuHa B aputpouuTe 29.3 ewuwurbi: 27 - 32
g;:ﬂ)rézﬂmﬁ)rzkgﬂeggg)ﬂz jr_lelvlorno6vma\ B 327 3236
I(.gvlljpvlzl;jg\?fizpe,qenemn 3pUTPOLMTOB NO 06bEMY 16,4 1.5 1455
JlenkoumnTsl, *10°9/n 6,05 YKeHwmHbI: 4 - 9
TpombouuThbl, «10°9/n 214 150 - 400

LLnpuHa pacnpegeneHnss TpoMOouUUTOB MO 0OBbEMY 133 9-17

(PDW), don ’

KoadbdmumeHnT 6onblumx Tpombountos (P-LCR), % 31,9 13-43
Tpom6okput (PCT), % 0,23 0,15-0,4
3akntoyeHne no remorpaMmme MokasaTtenu B npeaenax pedepeHCHbIX MHTEPBarioB
BHewHu NyTb CBepTbIBaHUS KPOBU

MpoTpoMburHoBOE Bpewms, cek 13,7 9-15
MpoTpom6uH no Keuky, % 94 85-139

MHO 1,04 0,8-1,25
BHyTpeHHUI NyTb CBePTbIBaHUS KPOBMU

AUYTB, cek 42,5 26 - 41

AYTB (cmewwmBaHue ¢ HopmaribHOWM Mnasmon), cek 38,5

O6pasoBaHue hubpuHoreHa
HebepemeHHble XeHLWMWHbI: 2 - 4
BepemeHHble xeHwuHbl Ao 20 Hegenb: 2 - 5,3
dunbpuHoreH, r/n 2,7 BepemeHHbIe XeHLMHbI 21-28 Hegenb: 3 - 5,7
BepeMeHHble xeHWwuHbl 29-34 Hegenu: 3,2 - 5,7
BepemeHHble xeHLWmHbl 35-42 Hegenu: 3,5 - 6,5
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MauneHT
3akas

MokasaTenb

BHyTpucocyancToe cBepTbiBaHME KPOBU U hMGpPUHONU3
MMnokoarynsumst No BHyTPeHHEMY MyTW CBepPThIBaHKS KPOBM

3akrtoveHne no nnasmMeHHoOMy 3BeHy remMocTasa
MpoTuBOCBepThLIBaloLWasa cucTemMa
AHTUTPOMOUH llI, %

Pesynkrart

98,2

Mon »xxeHckun Bospact 34

0.n.m.

PecepeHCHbIN nHTepBan

80-120

AKTUBHOCTb NPOTMBOCBEPTLIBAOLLEN CUCTEMbI KPOBU B Npeaenax pedepeHCHbIX MHTEPBanos

[00104] AKTMBMpOBaHHbIN NpoTenH C - KPOBb
MpoTuBOCBepThLIBalOLWasA cucTemMa
MpoteunH C, %

98,5

70 -190

[00101] BonyaHou4HbIn aHTUKOArynsaHT (LA 1 ckpuHuHr, LA 1 ¢ HopmanbsHon nnasmoun, LA 2 noaTrBepxaatoLwmmn) - KpoBb

BonyaHouHbIV aHTMKOarynsHT (CKPUHWHT C
pasbaBneHHbIM saom ragoku Paccena - DRVVT),
CKpUHUHroBoe oTHoweHue (CO)

AYTB (4yBCTBUTENBHOE K BONMYAHOYHOMY
aHTUKOArynsiHTy), CKpMHMHroBoe oTHoLueHne (CO)
AYTB (noaTeepxagarowuin), NOATBEPKAAMOLLIEE
oTHoweHue (MO)

BonyaHouHbIN aHTMKOArynsHT (Mukc-tect AYTB),
cek

BonyaHouHbIN aHTVKOoarynsiHT, HopManusoBaHHoe
oTHoweHue (CO/MO)

BonyaHouHbIN aHTMKOArynsaHT

[00092] AHTUTena K KapanonunuHy IgG - cbIBOpoTKa
AHTUTEna K kKapguonununy IgG, Ea/mn

[00093] AHTUTena k kKapauonunuHy IgM - cbiBopoTka

AHTuTEna K kapguonunuHy IgM, Eg/mn

0,97 <1,2

1,21 <1,2

1,39 <1,2

30
0,87 <1,2
oTpuuaTenbHbIn oTpuLaTenbHbIN

2,20 0-10

200 oTpuuatenbHbiv: 0 - 7

NONOXUTENbHbIN: >7

[00094] AHTUTena K aeHaTypupoBaHHou (ogHocnupanbHoi) [IHK (anti-ssDNA) - ceiBopoTka

AHTuTena k geHatypupoaHHon [JHK IgG (ssDNA),
En/mn

1,67

oTpuuatensHsiii: 0 - 20
NoNoOXuUTENbHbIN: >20

[00095] AHTuTena k HaTuBHOWM (ABycnupanbHon) AHK (anti-dsDNA) - cbiBopoTka

AHTuTena k HatmeHon OHK IgG (dsDNA), Ea/mn

3,36

[00198] AHTuTena K 2-rnukonpoTtenHy -l IgG - cbiBopoTka

AHTuTEna knacca IgG k 6eta-2-rnmkonpotemnny-|,
En/mn

1,54

[00199] AHTuTena K B2-rnukonpoTenHy —l IgM - cbiBopoTka

AHTUTEna knacca IgM k 6eTa-2-rnukonpoTeunHy-I,
En/mn

[00361] AHTUTena k aHHeKcuHy V IgG - cbIBOpOTKa
AHTuTEna knacca lgG k aHHekcuny V, Ea/mn
[00362] AHTUTena k aHHeKkcuHy V IgM - cbiBOopoTKa

AHTuTENna knacca IgM k aHHekcuHy V, Ea/mn

1,22

oTpuuatensHbiii: 0 - 20
NoNOXWUTENbHbIN: >20

oTpuuatenbHbiv: 0 - 5
norpaHuyHbIv pedynbtat: 5 - 8
NONOXWUTENbHbIN: >8

oTpuuateneHbiii: 0 - 5
norpaHnyHbIv pedynbtat: 5 - 8
NONOXUTENbHbIN: >8

oTpuuaTensHo - <5
COMHUTENbHO - 5-8
NONOXWUTENBLHO - >8

oTpuuaTensHo - <5
COMHUTENbHO - 5-8
NONOXWUTENBHO - >8

[00271] OnpepeneHne cymMapHOro Konm4yecTBa aHTUTEN K KapanonunuHy, coccatmanncepuHy,
cdochaTtuannuHosuTtony, doccaTnannoBomn kucnorte v B2-rnmkonpoTeunHy | - IgG/igM - cbiBopoTka

AHTU-bochonmnng ckpuHuHr IgG (cymmapHoe
onpegeneHune aHtuten IgG K KapanonunuHy,
docatuguncepuHy, docdaTtnanimMHoO3NTonNy,
docaTnannosomn kucnoTe u B2-rnkonpoTemnHy ),
En/mn

AHTU-bocdonmnug ckpuHuHr IgM (cymmapHoe
onpeaeneHve aHtuten IgM kK kKapavonunuHy,
docthaTngnncepuHy, hocdatnannmHo3nTony,
docthaTnannoBon kucnote u B2-rnukonpoTtenHy ),
En/mn

1,90

2,10

oTpuuatenbHbiii: 0 - 10
nonoxutenbHbin: >10

oTpuuatensHbii: 0 - 10
nonoXxuTenbHbln: >10

[00074] AHTUTena K TUpeouaHon nepokcuaase (aHtutena k TlMO) - cbiBOpoTka
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MauneHT
3aka3s

MokasaTenb

AHTUTENa Kk TupeongHon nepokcugase (k TMNO),
ME/mMn

Mon »xxeHckun Bospact 34

O.n.m.

PesynkTaT PedhepeHCHbI nHTepBan

6,5 <35

[00075] AT-TI (aHTUTena Kk TMpeorno6ynunHy) - CbIBOPOTKa
AHTUTEna k Tupeornobynuny (AT-TI), ME/mn <10,00 0-115
[00113] FomoumnCTEUH - CbIBOPOTKA
[omouucTenH, MKmonb/n

Pe3ynbTaThbl ucCrneqoBaHuUii He ABMAOTCA AWArHO30M U MHTEPNPETUPYIOTCS Nevalum
BPa4yoM C y4eTOM BCeX AaHHbIX O naumeHTe (nabopaTopHbIX, MHCTPYMEHTamNbHbIX 1
KIMHUYECKMX).

3anucaTtbes Ha Npyém Kk Bpady: cironline.ru

Bpau KOJ1: Apsiea [.A.,
Meyépuna E.H1O.

115088, r. Mockga, yn. WapvkonogwwmnHukosckas 4. 13, ctp. 14
Ctpanwuua 7/7



