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Mokaszatenb PesynkraT PedhepeHCHbIV nHTepBan

MoneKynﬂpHo-reHeTqucme unccrnenoBaHusa

[01062] Monumopcun3m reHOB CUCTEMbI reMmocTasa, cuctemMmbl GPUOpMHONM3a n MmeTtabonuama donaroB, 22 chakTopa
(accouMmnpoBaHHbIX C HeBblHaLWLMBaHUEM 6epeMeHHOCTHU, HapyLUeHUAMMU NnaueHTapHou (PYHKLMWU, HeyaaYyHbIMU
nonbiTkamn KO 1 6ecnnogmnem HESICHOTO reHesa) - GyKKanbHbIW aNUTENUn

FeHbl TPOMGOUNUN

leH Koaupyembliii 6enok Monumopdusm Jlokanusauma Pesynsrar | LWudp
F2 Il koarynsuMoHHbIN dakTop (NPOTPOMOUH) (§12 ;)9233&) 3-UTR G/IG 1

l'eH F2 kogmpyeT dakTop Il cBepTbIBaHMSI KPOBK (MPOTPOMOUH).
Hanuyme reHotuna AA noBbllLaeT puck BEHO3HOro Tpombosa B 6.7 pas, AG - B 2,8 pasa.

Yacrota annenei: G=0.9964
OpueHTauus Luenu: nnwc

CuHoHuMbI: €.20210, 13002432
3akntoyenue: Mo reHy dakTtopa |l ceepthiBaHna kposu (Fll, npoTpoMbuH) BhiBNEH reHotun G/G, BcTpevatowmiics B nonynauum Ao 99% naumeHToB. [aHHbIN
BapuaHT He yBENnu4MBaeT pUck TPOMBOTUHECKMX OCIIOXHEHWIA, NaTONorum cepaeyHo-CocyAMCTON CUCTEMbI U OCIIOXHEHWI BepeMeHHOCTU.
V KoarynsumoHHbIn hakTop CBEPTbIBAEMOCTHU G1691A
F5 ynau ! aKTOp CcBEp Arg506Gin GIG 1
kpoBw (cpakTtop JlengeHa) (rs6025)

Hanuyve nevigeHckon Mytaumm B reTepo3nrotHom BapuaHTe (AG) nosbilwaeT puck Tpombosa B 3,5-4,4 pasa. B romosurotHom BapuaHnTte (AA) - B 11,4 pasa.
Yacrota annenen: G=0.98052

CurHOHMMBI: NengeHckas mytaums, R506Q, ¢.1691

3akntoyeHue: Mo reHy caktopa V ceeptbiBaHus kposu (FV) BbisiBneH reHotun G/G, BcTpevarowminca B nonynsumnm Ao 98% naumeHToB. [laHHbli BapuaHT He
yBeIM4NBaET PUCK TPOMBOTUYECKMX OCMOXHEHWUIA, NaTONOrMM CepAeYHO-COCYANCTON CUCTEMbI U OCMOXHEHUI BepeMeHHOCTH.

G10976A
(rs6046) Arg353GIn G/A 2

B akTtmBHOM cocTosiHum chakTop VII B3anmogenctayeT ¢ haktopom lll, 4To NpuBoAUT K akTuBauuu gaktopos IX 1 X cuctembl cBepTbiBaHUS KPOBU, TO €CTb
KoarynsiumoHHbIn dakTtop VIl ydacTByeT B 06pasoBaHunm KpoBsHOro cryctka. Bapnant G10976A npuBoguT K NOHWKEHWIO MPOU3BOAUTENBHOCTH (IKCNpeccum) reHa
akTopa VIl 1 siBnseTcs 3aWwnTHLIM (hakTOpoM B pa3BUTUM TPOMBO30B U MH(APKTa M1MoKapaa.

F7 VIl KoarynsaumoHHbIV akTop

Yacrtota annenen: G =0,88, A=0,12
OpwueHTaums Lenu: MuHyc
CurHOHMMbI: €.10976, C>T (no nntocoBon Lenu)

* - 3aWWTHBIN annenb sBnseTcs 6onee peakum

F7 VIl KoMy nsiLMoHHbI hakTop (rsga{é; 0 c.-323 A1/A2 2

B akTmBHOM cocTosiHum daktop VIl B3anmogenctayeT ¢ dhaktopom lll, 4To npuBoauT Kk akTuBaLumm akTopos IX 1 X cuctemMbl CBepTbIBaHUS KPOBU, TO €CTb
KoarynsumoHHbIn dakTtop VIl yqacTByeT B 06pa3oBaHnu KPOBSIHOTO CrycTka.

[JaHHbI nonvmopdunam BkntovaeT BcTasky B 10 n.H. B nonoxexumn -323 B obnactu npomotopa reHa F7.

Annenb A1 o3Ha4aeT OTCyTCTBME BCTaBKK, a annenb A2 - Hanuuue.

Y nauneHToB ¢ reHoTnom A2A2 akTUBHOCTM akTMBMpoBaHHOro paktopa VIl cHkeHa Ha 66%.

Yactorta annenen: A2 (insCCTATATCCT)=0.20489
OpvieHTauus Lenu: nnoc
CuHoHuMsbl: N/ins

* - 3alWMTHbIV annenb aBnseTcs 6onee peakum.

G-455A
FGB ®nbpuHoreH (rs1800790) Promoter G/IG 1

OTOT NONMMOPU3M COMPOBOXAAETCS MOBbILLEHHOW NPOU3BOANUTENBHOCTBIO (IKCNPECCHEit) reHa, YTO MPUBOAUT K MOBbILLEHHOMY YPOBHIO (hMBPUHOTEHa B KPOBY 1
yBeM4MBaEeT BEPOSTHOCTL 0Gpa3oBaHns TPOMGOB. MoBbILLEHHAS CKITOHHOCTb K TPOMGO0GPa30BaHUI0 MOXET NMPUBOAUTL K TPOMGO3aM, KapAnoBaCKynsipHbIM
3aborneBaHVsiM 1 OCTIOKHEHUSIM GepEMEHHOCTU.

Yacrota annenei: G=0.8586
OpueHTauus Lenu: nnwc

CVHOHUMBI: C.-455
C>T

(rs2289252) C22771T C/iC 1

F11 XI koarynsiumoHHbIN dhakTop

115088, r. Mocksa, yn. LWapukonoalwmnHukosckas a. 13, ctp. 14
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Mokaszatenb PesynkTaT PedhepeHCHbI nHTepBan
l'eH F11 kogmpyeT cdaktop FXI BHyTpeHHero nyTu cBepThbiBaHWs KpoBU. Monmmopduam cBsidaH ¢ pa3BUTMEM BEHO3HOrO TpoMbo3a.
Yactorta annenen: C=0.6805
OpueHTaums Lenu: nioc

CVHOHUMBI: €.22771

leHbI rMNodMbprHONMN3a M pUcKa BEHO3HLIX TPOMO030B

leH Koaupyembin 6enok Monumopdmam  Jlokanusauus Pesynbrar | Wndp
F12 XIl koarynaumoHHbI dakTop (XaremaHa) (rs1%‘(1)(1ﬂ(;20) 5-UTR CIT 2

l'eH F12 kogmpyeT daktop Xll cBepTbiBaHWA KpoBu (hakTop XaremaHa).

[Monumopduram accoummpoBaH C pe3kUM CHKEHUEM NpoayKumm neveHbto daktopa Xll.

Mpu gedwmuute daktopa Xl B koarynorpamMme yBenuyeHo Bpemsi CBepTbiBaHWA KpoBu 1 AHTB 6e3 npu3HakoB KPOBOTOYMBOCTMU.

Mpwn pedrumTe dakTopa XaremaHa noBbILAeTCs pUck TPOMBO30B, Tak Kak 3TOT hakTop B GonbLue CTeneHn akTuBupyeT pubprHONU3, Yem cBEPTLIBaHME.
Annenb TT saBnseTca dhakTopom pucka 3aboneBaHuii cepala, HeBblHaWMBaHWEM GEPEMEHHOCTU Ha MarblX Cpokax, HeyaavHbimy nonbiTkammn IKO.

Yacrtota annenew: T=0.4724
OpueHTauus Lenu: MnHyc

CuHOHMMBI: €.46, G>A (no nnocoBon Lenu)

F13A1 daktop Xl ceepTbiBaHNSA KpoBu (F13A1- G103T/G103A
hmbpurHa3sa) (rs5985)

leH F13A1 — reH, oTBeyvaroLLmin 3a cMHTE3 anbda-uenu daktopa Xl cBepTbiBaHNS KPOBMU.

®yHKUMA NpodyKTa reHa: y4actsyeT B 0OpasoBaHUM HepacTBOpUMOro onbpuHa, NpeacTaBnsioLLero cobon 0CHOBY KpOBSIHOTO cryctka. Ctabununsaums
h1BPUHOBOrO CrycTka 3aKknio4aeTcsi kak B NOBbILLEHWM €ero MexaHU4YeCcKo NPOYHOCTU, TaK U B 3aLUuTe OT U3unca.

Bo3MoXHble reHoTUMbI 1 KNnHUYeckne nposienenns: G/G: 6e3 ocobenHocTen. G/T un T/T: cHuxeHne yposHs Xl dakTopa B Nnnasme, HapyLLeHne CTPYKTYpbl 1
CBOWCTB (pnbpnHOBOro cryctka. OCHOBHbIM pe3ynbTaToM HOCUTENBLCTBA annens T sBnseTcs BblpaXeHHas Pe3UCTEHTHOCTb K pubpmHonuay. Hanuuve atoro
nonmmopduama cos3aaeT cepbesHble NpobremMb! Ans HOpManbHON MHBa3uK Tpodobnacta, peMoAenMPOBaHNS CMpanbHbIX apTepuii U PyHKLMOHNPOBAHNS
nnaueHnTbl. OTcloAa BblpaXeHHOEe NOBbLILLEHNE PUCKA OCMOXHEHUI 6epeMEHHOCTM, 0COBEHHO B COMETaHWUM C APYruMmu dhakTopamm, B HaCTHOCTK, C
nonumopduamamu PAI-1 n daktopa XII.

Val34Leu G/G 1

Yacrota annenei: G=0.8522
SERPINE1 (PAI-
1)

en SERPINE1 kogupyeT nHrubutop aktmsatopa nnasmvHoreHa—1 (PAI-1).

PAI-l 3amennsiet paboTy TkaHeBOro akTvBaTopa nia3MnHoreHa u ypokmHasbl, Yem yrHeTaeT hoMbprHONM3 1 NpensTCcTByeT pacTBOPEHMIO TPOMOOB.
Monumopdunam reHa 5G(-675)4G npeactaBneH M3MeHeHMeM KonuyecTsa NnoBTOpoB ryaHuHa (G): 5G obo3HavaeT Hanuyme nocneaoBaTenbHOCTU U3 NATH
OCHOBaHWI ryaHnHa, 4G - 13 YeTbipex OCHOBaHWI ryaHuHa.

4G saBnaeTcs HebnaronpusATHLIM BapuaHTOM, BAMSAIOLLMM Ha pMOPUHONM3 1 yBENUYMBAIOLLINM PUCK TPOMB030B, 0COGEHHO B KOMBUHALMK C ApYrMU dhakTopamu.

€.675 5G/4G

(rs1799889) 5G/AG 2

WHrmMbutop akTneaTopa nnasmuHoreHa 1

Yacrtota annenen: 5G = 0,64, 4G = 0,36
OpueHTauus Luenu: nnwc

CuHoHuMBI: €.675, G>A (G = 5G, A = 4G)

3akntoyenue: Mo reHy PAI-I (SERPINE 1) csepTbiBaHus KpoBu BbisiBrieH reHotun 5G/4G (annenb 4G BcTpevaetcst B nonynaunn y 53% naumeHtoB). [aHHbIN
BapuaHT obycnasnueaeT noBbieHne ypoBHsi PAI-1 B KpoBW, CHWxeHWe (UBPUHONUTUYECKOW aKTUBHOCTU KPOBM, NPEAPaCcronOXEeHHOCTb K runepkoarynsiumu,
MOBBbILLEHHBIN PUCK KOPOHAPHBIX HapYLLEHWIA, UH(apKTa MUOKapAa, ULLIEMUYECKOTO UHCYNbTa U TPOMGO30B.
Pucku:
* TpomMOO3bl, B TOM YMCrie, TPOMOO3bl NOPTaNbHON BEHbI Y BHYTPEHHWUX OpPraHoB;
* NOBbILLUEHHBI PUCK CEPAEYHO-COCYANCTbIX 3aboneBaHunii (Mwemusi, MHpapkT MMokapaa);
* UHGAPKT Munokapaa (npv Hanuuum mytauum T1565C B reHe ITGB3), 6onee BbICOKWIA PUCK ANSI MY>XUWH;
* yBENMYEHVe neTanbHOCTU B pesynbTaTte CenTuyeckux MHekumnin (MeHMHroKOKKoBast MHpeKUMs y AeTel, MHOXECTBEHHbIE TPaBMbl);
* NOBbILLEHNE YPOBHS XOnecTeprHa B KPOBW, NPeAPacnonOXeHHOCTb K OXUPEHHUIO.
Mpu GepemeHHOCTH:
* yBENMYeHUe pucka npuBbIYHOTO HEBbIHALLMBaAHUS GepemMeHHOCTH;
= yBENVYEHMEe puUcka rurnokcumn, BHYTpUyTPOOHOW 3adepxku pocta nnoga (B3PI1), Tpombo3a cnnpanbHbix apTepui, cHabxatoLwmx nnaueHTy;
= yBENMYeHWe pucka pas3BuTusi rectosa (npeaknamncuu);
= yBEenu4yeHve TpoMOOreHHOCT! COCYAMCTON CTEHKW NPy ropmMoHanbHon Tepanuu anst 9KO;
= CHWXEHWE BEPOATHOCTU MMMnaHTaumm améproHa npu 3KO.
C-7351T

PLAT TkaHeBoW akTUBaTOp NnasMuHoreHa (t-PA) (rs2020918) Promoter T 3

TkaHeBbIV akTVBaTOP NNa3MMHOreHa akTUBMPYeT NpeBpaLLeHme nnasmvHoreHa B nna3muH. MNnasmuH paciennsaet pubpuH (3TOT Npouecc HasbiBaeTcs
hnbprHONM3), Tem camblM TOPMO3NT TpombBoobpasoBaHme.

Annenb T conpoBoXxaaeTcst CHKeHneMm BbicBoboxaeHusi PLAT u, cnegoBaTenbHo, HeaddekTuBHOMY prbprHonmay. Hannyme gaHHoro BapmaHTa reHa cBA3aHo ¢
noBblLLEHHbIM TpoMBoopa3oBaHNeM, PUCKOM MHAapPKTa MUoKapaa, UHCYynbTa.

YacTorta annenen: T=0.2548

OpwueHTaums Lenu: MuHyc

CUHOHMMBI: €.-7351, G>A (no nnocoBon Lienu)

leHbl, cBA3aHHbIE C peLenTopaMy TPOMGOLUTOB

leH Koaupyembi 6enok Monumopdusm Jlokanusaumsa Pesynsratr | LWLndp
TpombouuTapHbIv rmkonpoTeunH Ib-anbda- 482C>T
GP1BA cybbeamHuLa (anbda-Lens peuentopa (rs6065) c/C 1

dakTopa BunnebpaHga)

115088, r. Mocksa, yn. LWapukonoalwmnHukosckas a. 13, ctp. 14
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GP1BA — reH peuenTopa anbga-Lenu peuenTtopa daktopa BunnebpaHga.

PeuenTop cocTonT 13 anbda-Lenu, 6eta-Luenu u elle AByX rMUMKONpPOTENHOB TPOMBOLMTOB: rMMKonpoTenHa TpoMeoumToB IX 1 rmkonpotenHa TpomboumTos V.
Monunmopdmram npeactasnsieT cobolt aMUHOKUCTIOTHYIO 3aMeHY TPEOHUHA Ha METUOHWH. BapnaHTel nonnMopdmramMa onpeaensoT aHTUreHHyo NMPUHaANEXHOCTb
TPOMGOLMTOB K 1 Mnu 2 rpynne KpoBu TpoMGoumToB no cucteme HPA-2: Gonee yacTolii BapuaHT C - A1 un T- A2.

Yacrota annenen: C=0.911
OpvieHTauus Lenu: nnoc

TpombouuTapHbIi rnukonpoTeunH Ib-ansda-
-5T>C
GP1BA cybbeamHuua (anbda-uens peuentopa (rs2243093) TT 1
¢akTopa Bunnebpanaa)
GP1BA — reH peuenTopa anbda-Lenu peuenTtopa gakrtopa BunnebpaHaa.
PeLenTop coctonT n3 anbda-Lenu, 6eta-Lenu u eLle ABYX rMMKONPOTEMHOB TPOMGOLIMTOB: FMKONpOTENHa TpPoMGOLMTOB X 1 rmukonpoTtenHa TpoméoumTos V.
Monumopdunam reHa GP1BA accoummnpoBaH ¢ BEHO3HbIMWU TPOMO03amu.

Yacrota annenen: T=0.865
OpvieHTauus Lenu: nnoc

TpombouuTapHbIv rnvkonpoTeunH Ib-anbda- VNTR
GP1BA cybbeamHuua (anbda-uenb peuentopa (rs41439349) C/D 1
dakTopa BunnebpaHga)

GP1BA — reH peuenTopa anbda-Lenu peuentopa gakrtopa BunnebpaHga.

PeuenTop coctonT 13 anbda-Lenu, 6eta-Luenu u elle AByX rMMKONPOTENMHOB TPOMBOLMTOB: rMMKoNpoTenHa TpoMGounToB IX 1 rukonpotenHa TpomboumTos V.
VNTR - Variable Number of Tandem Repeats = BapbupytoLLee Yucno TaHaeMHbIX MOBTOPOB. Y1cno noBTopoB 13 13 aMMHOKUCIOT KoaupyeTcst pasHbiMu BykBamu.
A =4 nosTopa. B= 3 noetopa. C=2 nosTtopa. D = 1 noBTop. Bonee "anuHHbIe" peuentopsl (A 1 B), aatoT 6onee MOLLHbI arperauyoHHbI OTBET TPOMGOLIMTOB Ha
dakTop BunnebpaHaa n MoryT cosgaTb Npobnembl Npy UMMNAHTaLMM U NNaleHTaumn.

* Hanbonee pacnpocTpaHeHHsblii BapuaHT cpeam esponeiues — C/C (60-65%), 6e3 ocobeHHocTel. BapmaHnTtbl B/B (4actota 1-3% B nonynsuuum) u B/C (yactota 20-
25%) ABnsATCA NOTEHUManbHbIMM AONOMHUTENBHBIMU hakToOpaMu pycKa HapyLLEHNS UMNNaHTauMyM 1 NnaueHTauumn, n cnegosaTtensHo, haktopamu 6ecnnoaus,
HeBbIHaLLMBaHUA 1 HeyAauHbIx nonbiTok BPT (IVF). PacnpocTpaHeHHOCTb OCTanbHbIX BapuaHToB reHoTunos coctasnsiet 0-15%. Peakuii BapuanTt D 3awmwaet ot
rmneparperaumn TpomMboumTOoB.

Anbda-2-cybbeamHuua HTerprHa C807T
ITGA2 (TPOMOBOUMTapHBIN FMMKONpoTeuH la, (rs1126643) Phe224Phe CIT 2

TPOMOOLMTAPHBIN PELENTOP K KOMNnareHy)
Anbda-2 cybbeanHuua BXoauT B cocTaB MHTerpuHa a2B1 (rnukonpotewH la/lla) n obecneunBaeT KOHTAKT TpoMBOLMTA C BHEKNIETOYHBIM MaTPUKCOM 1
«MpunMnaHme» K KonnareHy.
WHTerpuH 3anyckaeT nNpoLecc arperauum v reHepaumum TpoMO1Ha, YTo SIBNSieTCsl HEOGXOAMMBIM YCIIOBMEM BKITIOUYEHUS NOCIEAYHOLLMX 3BEHLEB CBEPTHIBAOLLEN
CUCTEMbI KPOBU.
CMbIcn AaHHoro nonumMopcuamMa B TOM, YTO anbda-cyobeanHmua MHTErpuHa obbluHasi, HO ee CTaHOBMTCS ropa3sao bonblue Ha NOBEPXHOCTU TpomGouwmTa. Mpu
aToMm byaeT HabnogaTbCst U "pe3NCTEHTHOCTb K acnnpuHy", To ecTb acnupuHa TpebyeTcsa 6onblue 06bI4HOrO.
Yacrtota romosurotsl C/C B nonynsiuuu 38,44%, 6e3 ocobeHHoCTEN.
Hanuuve reteposurotsl C/T (Yactota 47,12%) unm romoaurotsl T/T (4acTtoTta 14,44%) NPUBOAUT K YBEIIMYEHWIO CKOPOCTW aare3ny TpoMGOLMTOB, YTO NOBbLILLAET
pYCK MHpapKTa MMOKapAa, ULLEMUYECKOro UHCYNbTa, TPOMGO3MGONUYECKNX OCTIOKHEHWIA.
3T0T Nonumopuam accoummposaH 1) ¢ 6ecnnoamemM HesICHOTO reHesa; 2) ¢ HeBbliHaLLMBaHNEM 6epeMeHHOCTU; 3) ¢ pe3kvM NoBbILEHWEM HeyAay UMMNaHTaumm
npu IVF. BeposiTHOCTb BCEX 3TWX OCMOXHEHWIA PEe3KO MOBbILLIAETCS Y FOMO3UroT no nonvumopduamy (T/T) n npu codetaHum ¢ nonumopcguamom ITGB3 B romo-
reTepo3nroTHbix doopmax. B oueHb peakmx crnyyasix npoTMB HEro MOryT o6pasoBbIBATLCSH aHTUTENA B pe3ynbTaTte annouMmyHu3aumn. NoaToMy o4eHb, O4EHb PEAKO
Takvue aHTuTena mMoryT GbITb NPUYNHON annoVMMYHHOR TPOMGOLIMTONEHUN HOBOPOXAEHHDIX.

Yacrota annenei: C=0.6623
OpueHTauus Luenu: nnwc

CuHOHMMBI: €.807

ITGB3 (Gplila) Llenb 6eTa-3a uHTerpmHa (MHTErpnH-6eta-3, (PITA117/I?>I(/:A2 Leu59Pro T 1
P TpomGoLMTapHbIN rmMkonpoTenH beTa-llla) rs5918) ’

NHTerpuHbl SBNS0TCS TpaHCMeMOpPaHHbIMUY FMKOMPOTEMHAaMM, COCTOALLMMM U3 ABYX Lienen — anbda n 6eta n ocyLLeCTBASIOLLMMU PELIENTOPHYI0 OYHKLIMIO Ha
Memb6paHe TpomboLmMTOB. OCHOBHbIE (PYHKLIMM MHTErPUHOB: CBS3b KNETKW C BHEKNETOYHbIM MaTPUKCOM M Nepeaada curHana.

Llenb 6eTa-3a uHterpmHa BxoamT B coctaB uHTerpuxa lib/llla n V/llla. Nuterpun lib/llla cnyxut peuentopom ans mbpuHoreHa, 3anyckas npoLecc cBepTbiBaHNUs
KpOBM 1 cnocobcTBys arperauym TpoMGOLMTOB.

Hanbonee 4acTo BcTpevatowmiica BapuaHT T/T (A1) (72,25%).

Hanuuve BapuaHToB retepoaurotsl T/C (A1/A2) (yactoTa 25,5%) unu romosurotel C/C (A2) (4actoTa 2,25%) NpUBOAMT K NOBbILLIEHHOW CKMOHHOCTW TPOMGOLMTOB K
arperaumu, NoBbILLIAs PUCK CepAevHO-COCYANCTLIX 3aboneBaHunin (PUCK BO3HUKHOBEHUS MHAbapKTa B 2-2,5 pasa), puck TpOMBOTUYECKUX OCNOXHEHWI. BapuaHT
annens C/C (A2/A2) accoummnpoBaH € yBenuyeHnem pucka nepenoma wenkv 6egpa, paka smdHvka.

[ns nocTwxeHust oguHakoBoro adpdpekta npu nonumopdusme rs5918 tpebyetcst 6onee Bbicokasi 4o3a acnupuHa.

Cuctema A1/A2 aBnsieTcs caMon BaXXHOW B KIMHNYECKOM OTHOLLEHWM B NNaHe pasBUTUS ayTOMMMYHHOW TPOMOOLMTONEHNM HOBOPOXKAEHHbIX. ANNOMMMyHU3aLmMs
BO BpeMsi bepeMeHHOCTV BO3MOXHa Yy 6epeMeHHbIX, FOMO3UIOTHbIX Mo A2,

WHTterput V/llla, B cocTaB KOTOPOro BXOAMT Lenb, koampyemas reHom ITGB3, ceyac MHTEHCUBHO M3y4YaeTcs Kak hakTop, UrpatoLLMin OrPOMHYHO porb B
vMnnaHTaumm, 6ecnnoamy HesICHOro reHesa U NPUBLIYHOM HeBbIHALUMBaHWUKW, HeyaauHbix nonbiTkax AKO. MNpu Bcex aTHX TpexX COCTOSHUSAX dCMpeccust NpoaykTa
ITGB3 cHuxeHa.

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

CurHOHMMBI: €.1565
A>G

(rs2046934) AIG 2

P2RY12 P2Y nypuHaprudeckui peuentop
len P2RY 12 koaupyeT P2Y nypuHapruyeckuii peuentop.

YacTota annenen: G=0.1324

OpueHTaums Lenu: MuHyc

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

MeTabonusm cdonata

115088, r. Mocksa, yn. LWapukonoalwmnHukosckas a. 13, ctp. 14
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leH Koaupyembii 6enok Monumopdusm Jlokanusaumsa Pesynsratr | LWudp
MTHFR MeTtuneHTeTparngpodonarpegykrasa (rs?gg 17 1T 33) Ala223Val c/C 1

YacTorta annenen: C=0.7546

3akntoyenue: Mo reHy MTHFR (reH meTuneHTeTparupgpodonaTpeaykTasbl) onatHoro uukna BbiserieH reHotun C/C, BcTpevatowmiics B nonynauum y 50%
nauneHToB. [aHHbIi BapuaHT He yBenu4MBaeT PUCK HapylleHwih obmeHa honaToB, MNEeproMoLMCTEMHEMUN, TPOMOOTUYECKNX OCMOXKHEHUIA, MaTonoruu
CepAeYHO-COCYNCTON CUCTEMbI U OCITOXXHEHWIN GepeMeHHOCTU.

A1298C

(rs1801131) Glu429Ala A/IC 2

MTHFR MeTtuneHTeTparngpodgonarpeaykrasa

[en MTHFR kogupyeT dhepmeHT MeTuneHTeTparnapocdonarpeaykrasy.

PyHKUMA NpoayKTa reHa: BoccTaHaBnmeaeT 5,10-meTuneHTeTparugpodonat go 5-metunrtetparngpodonata (katanu3aTop peakummn obpasoBaHus 5-
meTunTeTparnapodonaTa, Heo6xoAMMOro ANs NpeBpaLleHnst FoMoLMCTenHa B METUOHWH). Viccneayembiii nonnmopdmam MTHR obosHavaeTcst kak MyTaumst
A1298C.

CHxeHne yHKUMOHanbHOW akTUBHOCTM dhepMeHTa: Prck pa3eutusi Tpom6030B. HeBblHaLLIMBaHWEe 6epeMeHHOCTH, MO3AHWI recTos.

Bo3moxHbIe reHOoTUMbI U KNuHuYeckue nposeneHns: A/A: 6e3 ocobeHHocTen. A/C: koMBuHaUmMs reTepo3nroTHocTy annenen 677T n 1298C conpoBoxaaeTcs He
TONBbKO CHUXXEHWEM aKTUBHOCTW (hepMEHTa, HO 1 MOBbILLIEHNEM KOHLEHTPaLWy rOMOLMCTENHA B NasMe U CHKeHneM ypoBHs donaTos. C/C: cHxeHne
akteBHocTn MTHFR npumepHo go 60 % oT HopMbl. [Mpy 6epeMeHHOCT MOXET BbI3blBaTb CHUXEHWE honaToB B nnasme.

Yacrota annenew: A=0.7506

A2756G
(rs1805087) Asp919Gly A/A 1

leH MTR (B12-3aBucrMMasi METUOHWH-CMHTa3a) KOAVPYET aMUHOKMCIIOTHYH NOoCcnefoBaTeNlbHOCTb (hepMeHTa METUOHUHCKHTA3bl - OAHOMO U3 KIYEBbLIX
dhepmeHTOB 06MeHa MeTVoHUHA.

depmeHT kaTanuaupyeTt obpasoBaHue METUOHUHA U3 FOMOLMCTENHA MYTEM ero pemeTunnpoBaHus (obpaTHoe npespalleHe roMOLMCTENHA B METUOHWH).
Yactora anneneint A/G, G/G cocrtaensiet 20 - 30%.

Bo3amoxHble reHoTUnbl 1 knuHnydeckune nposieneHns: A/A: 6e3 ocobeHHocTen. A/G n G/G : 0 TMevaeTcst CHKeHne PyHKLMOHaNbHOM akTUBHOCTH dhepMeHTa, pocT
YPOBHS rOMOLIMCTENHA B KPOBU, rMnepromounctenHeMus. MoebileHne pucka passutus cuHapoma flayHa (poxaeHne pebéHka ¢ XpOMOCOMHbBIM CUHAPOMOM Npu
HOpManbHOM kapuoTune pogutenen). HapylweHve passuTusa nnoga: HesapalleHne HepBHOW TPYyOKKU, N30NMpoBaHHbIE pacLienuHbl rybbl n HéGa. CHukeHne
romoumcTenHa B nNnasme B OTBET Ha MNoBbILLeHMe onaToB B NuLLe.

MTR MeTnoHMH cuHTasa

Yactota annenen: A=0.7817

ABBG
(rs1801394) lle22Met A/A 1

leH MTRR kogupyeT MeTUOHWUH-CUHTa3y-pedykTady - (hepMeHT, HeobXoAUMbI ANs NoaAepXKaHUs akTMBHOCTU METUOHWH-CUHTa3bl MyTEM BOCCTAHOBUTENBHOTO
MeTUIINPOBaHWS.

Mpu Hannyum annens G cHuxaeTcs pyHKUMOHanbHas akTMBHOCTb hepmeHTa. OTMeYaeTcsi PoCT YPOBHS rOMOLIMCTENHA B KPOBU.

Yactota annenen A/G, G/G pgocturaet 40 - 50%.

Bo3amoxHble reHoTUMbl 1 knuHuydeckue nposeneHus: A/A: 6e3 ocobeHHocTen. A>G n G/G: cHxeHne yHKLMOHANbHOM aKTUBHOCTN (DepMEHTa, FOMOLIMCTENHEMUS,
ocobeHHo B codeTaHum ¢ nonumopduamom reHa MTR: 2756A>G. [JedekTbl pa3BuTus HEPBHOW TPYOKM. YCUMnmMBaeT naTtonormiyeckunin agdekT, acCoLmmpoBaHHbIn C
nonumopdmamamu reHoB MTHFR n MTR. VccnepoBaxune nonumopdguama 66A>G nmeeT NpOrHOCTUYECKOe 3Ha4YeHre Npy OLEHKE pyUcKka CepaeYHO-COCYaNCTbIX
3aboneBaHwii.

MTRR MeTuoHunH cnHTasa-pegyktasa

Yacrota annenew: A=0.6358

Monvumopcusm reHoB aHTUKOArynsiHTOB

leH Koaupyembi 6enok Monumopdusm Jlokanusaumsa Pesynsrat | LWudp
. C>T, c.786
SERPINC1 MHrmbuTop cepmHOBOM npoTeasbl (rs2227589) C/C 1

I'Ionmmopqwlam accoummpoBaH CO CHWMKeHUem aHTMKOaFyﬂﬂHTHOIﬁ aKTUBHOCTU.

Yacrota annenei:
C=0.9

PROC MpotenH C

Monunmopdmram accoummnpoBaH ¢ pa3sutuem aeduumta npotenHa C.

A>T, c.2583

(rs1799810) AT 2

Yactorta annenein:

T=0.39

LLndp: 1 - romosuroTa YacTtblii annenb, 2 - reTepo3nroTa, 3 - roMo3urota peakui annenb
PesynbTaTthl nccnefoBaHnin He ABNAIOTCSA AMArHO30M U UHTEPMNPEeTUPYIOTCA nevallnm
BPa4yoM C y4eTOM BCEX AaHHbIX O NauueHTe (nabopaTopHbIX, UHCTPYMEHTanbHbIX 1

KIMHUYECKMX).
3anucaTtbcs Ha Npuém K Bpauy: cironline.ru

Bpau KOJ1: Apsiea [.A.,
MeyépuHa E.1O.
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