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Hay4Ho-nabopaTopHbIN KOMMIEKC

MauuenT: OBPA3EL
BospacrT: 54 r.

Mon: X

[Oarta B3ATuA:

[aTa BbINONHEHUA:

®daza umkna: MEHOIMAY3A

NleHeTMYecKkne uccnegoBaHusA

AHanus

MAKET "OK!"
F2: 20210G>A (rs1799963)

F5: 1691G>A (rs6025)

Bpau KOJ1:

117246, r. Mocksa, Hay4HbIn npoesa, aom 20, CTpoeHue 2,
aT/nom/kom 2/1/22-30

+7 (495) 369-33-09 chromolab.ru
Ne 3asaBku:
————
Buomartepuan: Kpoeb ¢ 9TA
MeTogp: MNMUP —_——
Pesynbmam Kommernmaputi

G/A

G/G

OpobpeHo: OATA OQOBPEHUA

Cuctema ynpaBrneHus n MeHekMeHTa kadectsa nabopatopuu ceptudmumposana no ctangaptam FOCT P UCO 15189.

JlaGopaTopusi perynsipHo NPOXOAUT BHELLIHIO OLIEHKY Ka4ecTBa KNUHUYECKMX NnabopaTopHbIX MCCrneaoBaHuii no otevecTeeHHbIM (PCBOK) n mexayHapoaHbim (RIQAS, RfB,
ERNDIM) nporpammam. OO0 «Xpomcuctemcllab» sensietcs yneHom accoumaumn "®enepaums NlabopatopHoit Meanumtbl”, cotpyanmnkm OO0 «Xpomcuctemcllab» BxoasaT B
COCTaB KOMUTETA MO XpomaTorpadu4eckm MeTogam UccneoBaHuin U XpoOMaTo-Macc-CrekTpoMeTpum.
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Pe3ynbTaToB uccnefoBaHnii HEAOCTATOUHO ANt NOCTAaHOBKM AMarHo3a.

ObsasaTenbHa KOHCynbTauusa nevawiero spava.
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Tueraus: 11041-01137-77/00368418 ot 23.09.2020 r.

HanevataHo: 09.08.2026 15:56:51 (cTp. 1/8)



[ eHeT4ecKas kapTa 300Pp0BbS
VIHdopMauma s nedallero Bpada
[lakeT "OK!"

OVO:
Howmep 3asBku:

[laTa poxxgeHst:



Ocratok
ocdopHoit
KUCNOTbI

TEPMUWHbI N COKPALLEHWNA. OCHOBHbIE MOHATUNA FTEHETUKIA.

OHK

NH;

CTpoeHune HykneoTnga

leH

NH,

OHK (ne3okcmprboHyKenHoBas KrcnoTa) - OcHoBa
reHoma YesoBexa, ABYCripasibHast MOMEKyna, CoCTosALLAnA
113 MOCNEO0BATENBHOCTY HYKNIEOTUAOB. Kavkaast crivipasis
[OHK cocTonT 4-ex TMNoB HykneoTnaoB (A - ageHvH, G -
ryaHiH, T - TMiH, C - UMTO3WH), CBSA3aHHbBIX B ASMHHYIO
HATb. [TV CKRYYMBaHM MONEKYTbl B ABOVHYIO CIpaTb,
06€ HATN COEAMHSIOTCS C MOMOLLBKO CBA3E MeXay Hy-
KNeoTUoamM/ (@AEHMH COSOMHAETCH C TUMMHOM, MYaHH —
C LIATOSVHOM).

Hykneotng - CTpyKTypHasa eouHMua  HykieumHo-
BoW kmcnoTel. B coctaB [AHK BxomAT 4 Hykneotvaa
(A - apnermH, G - ryaduH, T - TMmH, C - UUTO3MH).

[eH — yyacTok Monekybl IHK, B KOTopom 3akoampo-
BaHa VH(OPMaLMs O CYHTE3e OfHOO KOHKPETHOMO
npoaykTa (6enka).

MpyHUMN KoAMPOBaHWA HaCNeaCcTBEHHON MHMOP-
Maumn: Kakable Tpr 1ocnefoBarensHo  pacrosno-
YKEHHbIE HYKNEOTAA B reHe (TPUMNNET) KOMPYtOT OfHY
AMVHOKNCIIOTY MW CUrHan CTorn- ciHTesa. [Npasuie-
HasA NMocnenoBaTelbHOCTb aMUHOKVCAOT ONpeaenseT
HEOOXOOMMYIO CTRYKTYPRY U (hyHKLMIO Beska.



[eHeTn4ecKnn NOAMMOPMU3M — BapKaHTbl MOCNEA0BATENBHOCTU HYKNeoTa0B [IHK B y4acTke, COOTBETCTBYIOLLEM OOHOMY
1 TOMY >Ke reHy, BCTPEeHatoLLMINCS C YacToTom 6onee 1% B nonynsaumn, MNepenatolmecs no HacneacTsy NomMMopdHbIe 13ve-
HEHA FEeHOB ONPEAENSIOT YHUKATBHOCTb BUOXMYECKOrO MPOGNIA KaXXAOro Yenoseka 1 MOoryT ObiTb CBA3aHbI C Npeapac-
MONOXKEHHOCTHIO K OMPEAENEHHBIM MyIETU(AKTOPHBIM 3a00/1EBaHISM.

AATGCGT

npsiMble BOJTOCbI BbiOLLIEeCH BOJIOCH!

J \

SNP (Single Nucleotide Polymorphysm) — 3amerHa OOHOro Hykneotuaa Ha Opyron B ydacTtke reHa. Cneactssem Takom
3aMeEHbI MOXKET CTaTb U3MEHEHME KONMMHYECTBa CUHTE3VPDYEMOro Oeska (MPOMyKTa reHa) i ero (yHKUMN.

Annenb — OOVH 13 BO3MOXKHbBIX BAPMAHTOB MOMMOPGHOIO  reHa. Bce reHbl CoMaTHeckmnX KNeToK, MPeacTaBfeHbl ABYMSA
annenammn (BaDMaHTaMI/l), OLVH V3 KOTOPbIX YHaCNefoBaH OT OTuLa, & Apyrov — OT MaTepu.

[OMO3MIOTHBIV FeHOTWN — BapuaHT, KOrAa oba yHacienoBaHHbIX OT POAMTENEN ayiesist OAHOMO U TOrO XKe reHa — OAVHaKOBbIe
(Hanpvivep, sBapviadHT CC nwm TT).

[eTepO3NroTHbIV rEHOTUM — BapyaHT, KOraa yHaCneaoBaHbs! pasHsie annenv (Hanpuvep, sapvaHt TC nnn GA).

MynbTudakTopHble 3ab6oneBaHunst — 3a001EBAHNS, KOTOPbIE MOMYT PasBUTLCS B PE3YNLTATE HANMYMS FEHETHECKO Mpef-
PaCNONOXKEHHOCTV U AENCTBUA HEBNAronpUaTHBIX aKTOPOB BHELLHEN cpeabl ((DakTopoB pUCKa).



Ob NCCNEAOBAHUN: TIAKET «OK>»

BbisseneHne nonmmopdriamoB B reHax F2 (mpotpombuH) 1 F5S (haxTop V, myTaums Jleaena), CBAsaHHbIX ¢ HacnenCTBeH-
HoW TpoMOOUAEN.

Tpom6ounms — NMoBbILLIEHHAA CKIIOHHOCTb K CyHaiiHoMy (663 BUAVMBIX MPUHIH) TPOMO03Y MyOOKIX BEH 1 TDOMOOSM-
OONNHECKIM OCIOMKHEHVISIM.,

TpPOMOBO3 MOXKET BO3HVKHYTb NP HAPYLLIEHM KPOBOOOPALLEHVS (3aCTOM KPOB), MOBbILLIEHHOM CMOCOOHOCTU KPOBKM 00-
Pa30BbIBATE TPOMObI (TMNEPKOArYNSLMN), MOBREXXAEHM COCYANCTON CTEHKN 11 MNP COMETAHM STUX (DAKTOPOB. [MNepKo-
arynsaLys MOXET ObiTh 00YCNOBAEHA HANMYNEM MEHETNHECKOWN NPEAPRACIONOXXEHHOCT K TROMOOMNIMK (Hambonee 14acto
BCTPEHAOTCS MOMMMOPMUEMbI B reHax F2 1 F5).

TepMUHbI U NOHATUSA:

Tpom603 rny6oKNx BeH — Ha/myvie Tpomba B yOOKOM BEHE, KOTOPLIN MOXKET BbI3BaTL €8 OKKIIO3MO (HapyLeHVe
MPOXOAUMOCTY).

TpomM603 NOAKOXHBIX BEH (TPOMO0NebuTt) — Hanmune TpomMba B NOAKOXHOM BEHE, KOTOPOE 0ObIMHO COMPOBOXAA-
ETCS KIIVHAYECKM ONpeaensieMbIM BOCMaNeHeM.

Tpom603ambonnsa NeroyHbiX apTepuit (nerodHasi TPOM603M60ns, ierodHast aM6onus) — rnoragaHre B apTepun
Marioro Kpyra kposoobpallieHist TPOMOOB 1 3MOOIIOB, KOTOPbIE MUMPUPOBaITN 113 BeH DOMBLLIOMO Kpyra (Hanpumep, 13
FNYOOKNX BEH HDKHIX KOHEYHOCTEN).

BeHo3Hble TpoM603aMGonuveckue ocnoxxHeHus (BTA0) — cobvpaTenbHoe NoHATYE, 0ObeanHstoLLES TPOMOO3 NOA-
KOXHbBIX, MYOOKUX BEH, & TaKKe Nero4Hyto TpoMO0aMO0s M.

TDOM60dDVU'H/IQ MOXET ObITb CBA3AHA Kak C BPOXASHHBIMW MTeHETUHECK/ MU, TaK 1 C ﬂpV\O@DeTeHHbH\/M HapyLeHnAMK1 CiA-
CTeMbl CBEPTbIBaHWA KOOBN.

KTo Hy>KpaeTcsi B reHETU4EeCKOM TeCTUPOBaHNN Ha Tpombodunuio:

® MaupeHTbl ¢ cemerHon nctoprer BT3O

e naLieHTsl ¢ BTOO nobon nokanmaaLym B Bospacte [0 50 neT, Aaxke Npy Hanv4iv npeapacnonaraioLLyx hakTopoB
® NaLyeHTbl C TPOMOO3aMM HEOOBIYHBIX MECT (TPOMOO3 MO3rOBbIX CUHYCOB, ME3EHTEPVANTbHBIE, MEHEHOHbBIE BEHDI)

® NaLWEHTbl C XPOHNYECKMMM 3a00NEBAHNSIMU BEH, B YACTHOCTV C TPOMOOMNEOUTaM/

© SKEHLLHbI, MAaHVPYIOLLME MPMEM KOMOMHMPOBAHHbIX OpasbHbIX KOHTPaLenTBoB (KOK)

® SKEHLLVHbI, MAaHNPYOLLYE MOPMOHasTbHYIO 3aMeCTnTeNbHYO Tepario (M3T)



B AAaHHOM uccnenosaHun BbiABNAKOTCA I'IOJ1I/IMOp('.bI/I3MbI cneayrwmnx reHos:

F2 (rs 1799963) - reH npoTpom6uHa. [ 1poTPOMOMH — PaxkTop cBepTbiBaHNA Il, 6enoK, ABNSIOLLMIACA NPeaLLeCTBEHHUKOM
TpoMOVHa. [TPOTPOMOMH CUHTESVPYETCA B NMEYeHN U LIMPKYIVIPYET B KPOBU. [ 1pW akTVBaLWmn Kackafa CBEepTbIBaHNSA KDOBM,
HeaxTVBHbIV MPOTPOMOVH MPEeBpaLIaeTcs B TOOMOWH 1 y4aCTBYeT B 00pa3oBaHmn GroprHOBOro Tpomoa.

Yallle BCEro B NONyNsLvv BCTPEYaETCS HeNTpasbHbi BapvaHT reHoTvna F2 (GG). Hanuvve B reHoTvine annensa pycka A
(BapwiaHTbl G/A, A/A) CBA3AHO C MOBbILLEHHbIM YPOBHEM NPOTPOMOWHA B KPOBU 1 CKITOHHOCTBLIO K 3OLITOYHOMY TPOMO00obpa-
30BaHVIO.

F5 (rs 6025) - reH chbakTopa V cBepTbiBaHMSA KPOBU. [lpoaxiienepyrH - haktop ceepTbiBaHMs V, 610K, KOTOPbIM CUHTE-
3MPYETCS B MEYeHV 1 LIMPKYIMPYET B KPOBU B HEaKTVBHOM Buae. [pu 3anycke npolecca TpoMboobpadoBaHs, aktop V
aKTUBMPYETCS U B COCTaBe MPOTROMOVHA3HOMO KOMIMIEKCa CTVMYAMPYET NpeBpaLLieHe NpoTROMOMHA B TOOMOVIH.

Havbonee pacnpocTpaHeH HeUTpanbHbii BapuaHT reHoTuna F5 (G/G). Hannure B reHoTvne annensa pricka A, Tak HadbiBae-
Mast «MyTaupms JlenpeHar (BapuaHTbl reHoTna G/A, AVA), MprBoauT K (heHOMEHY Pe3UCTEHTHOCTW hakTopa Va K AenCTBIO
©CTECTBEHHOrO aHTVKOanynsaHTa — akTBupoBaHHOro npoTtenHa C (AMNC- peaucTeHTHOCTL). B aTom cnydae daktop Va yTpa-
YMBaET CMOCOBHOCTb VHaKTUMBMPOBATLCS MO, AENCTBMEM aKTVBUPOBaHHOrO MpoTenHa C 1 0ByCNoBAVBaET CKIOHHOCTb K
MOBbILLIEHHOMY TPOMOOOOPA30BaHIIO.

BHUMaHuMe: Y >XeHLLMH C BbIABNEHHbIMY TPOMOOrEHHbIMM NOMMOopdUaMami (reHbl F2 11 F5) pick BO3HMKHOBEHVIS TPOMOO3a
y TEX, KTO MPUHUMAET KOMOVHMPOBAaHHBIE OPaTbHbIE KOHTPALIEMTVIBLI MM FOPMOHATBHYIO Tepanio B MeHonay3e B 2-20 pa3
BbILLIE, YEM Y >KEHLLIMH C HENTPaSbHBIMY BapUiaHTaMm/ VICCNEayEeMbIX MEHOB B TAKOW »X& CUTYaLIN.



Vccnenyembii napameTp PeaynbTtar nccnegosanus (reHotun) KoMMmeHTapun

BoiseneH sapraHT G/A
noanvopdurama rs1799963 B reqe
F2, npoTpomouH, daxTop I G/A npotpomorHa (F2). MveeTtcs
CBepTbIBaHMA KPOBU (rs17999963) FeHeTYeCKM 0BYCNoBIeHHas
CKJTOHHOCTb K MOBbILLIEHHOMY

TPOMO00OPE30BAHMIO.
F5, npoakuenepvH, daktop V oG Bes ocobeHHoCTEN. HerTpabHbIi
CBepThIBaHWs KpoBK (rs6025) BAPUAaHT reHoTuNa.

Bo3MmMoXKHble KNMHUYECKMEe NPOSABNEHUS:

1. TOBBILLEH PUCK PasBNTUS BEHO3HBIX TDOMOOIMOOMHECKIX OCIOXHEHMIA (BTOO), 0cobeHHO
B CNEyrOLLIMX CUTYaLMISX: MMMOOMM3aLMA NOCne TPasMbl, AMTENBHbBIA MOCTENBHbIN
PEXVIM, COCTOSAHVIE MOCE NONOCTHBLIX OnepaLyiv, ANMTENBHOE CTOAHME LIEHTPATBHOMO
BEHO3HOIO kaTeTepa, OHKOSIONHYeCKVe 3a001EBaHNS 1 XMMOTEPANEBTNHECKOE NIEHEHNE.
B cBsI3M C reHeTUYeCKO NPeapPacnoNOKEHHOCTBIO BO3MOXXHO pa3BuTme TPOMOO30B
HEOObIYHBIX MECT: ME3EHTEPVASIbHBIE, MEYEHOYHBIE BEHbI.

2. Bblcokni pyck passuTyist Tpombo30B npu npreve KOK, prck Harbonee BbICOK B
nepBble MecsLbl Mprema KOK. CuntaeTes, YTo HambosbLIee BMSHME Ha Bo3pacTaHie
pViCKa TPOMOO30B VIMEET [03MPOBKA 3CTPOreHOBOro komnoHeHTa KOK. [lcnonb3osaHie
TOMBKO MPOreCTUHOBBIX KOHTRALEMTMBOB TaKXE YBEMHMBAET PYICK TOOMOO30B, HO

B ropasfo MeHbLuel cTerenu. [NoBbILLEH prCK TPOMOO30B MK NePORaIsHOM MprieMe
acTporeHos B cocTase [[3T. Prck Havbonee BbICOK NPy Havane 1 B Te4eH1e Nepeoro
rofa npriema SCTPOreHoB. VIcnonb3oBaHe TpaHCaepMabHbIX (POPM SCTPOreHOB MeHee
onacHO B Nf1aHe pyicka passuTis TROMO030B FyooKux BeH npw 3T,

3. YMEPEHHO MOBbILLIEH PUICK Pa3BUTVIS ULLIEMYECKOrO MHCYbTa U MH(apKTa M1okapaa

B Bo3pacTe 0 50 16T, 0COBEHHO MPW HAMMYMN apTEPNATBHOM TAMEPTEH3M,

[AononHuTenbHble hakTopbl pUCKa:

1. KypeHnve.

2. 36biTouHbIN BeC (VIMT 6onee 25).

3. CTporum NocTeNbHbIN PEXXMM ANMTENbHOE Bpemst (bonee 3-ex CyTOoK).
4. BepemMeHHOCTb 2-3 TPUMECTP U Neprof, MOCie POAOB.

5. Mpvem KOK n 3T.

6. XMM1MOTEePaneBTUHECKOe Ne4eHE 1 MpYem aHTSCTPOreHOB ( HanpuMep, TamMOoKCUMEH).

[ononHuTtenbHble nabopaTopHble TECTbI:

1. HDI/I KNMMHNYECKINX MOKa3aHWAX HGOGXO,D,I/H\/IO VCKNMIOHNTE TakoKe HeHaCneACTBEeHHbIe




ApPUHVHBI TPOMEOMVIM. PekomMeHaoBaHHbIE MCCNEA0BaHNS:
OBLLMIA aHAIM3 KPOBW,

npotenH C;

npOTEVH S CBOOOAHDBIN;

aHTUTPOMOVH llI;

BOMHaHOUHbIN aHTKOArYIaHT;

prbprHOreH;

aHTUTENa K KapauoamnuHy IgM, 19G;

aHTUTENa K 6eTa- 2 ravkonpoTenHy IgM, IgG;

FOMOLMCTENH B CbIBOPOTKE KPOBMU.

2. leHeTn4eckne nedexTsl epMeHToB (PoAaTHOrO Likna (koa nccnenoBaHms 22.1.04.202).

PekomeHpauuum:

1. CoobLLMTb nevallieMy Bpady O FeHETUHECKON CKIIOHHOCTY K MOBbILLIEHHOMY TPOMOB006pa30BaHMo
B CUTyaLM MOBLILLIEHHOIO prcka Tpombo3a (TpaBma, MiaHoBas onepauyst, MoCTebHbI

PEXNM C OrpaHYeHem NMoaByYKHOCTY).

2. COoOBLLMTL Bpady O MFEHETUHECKOM CKITOHHOCTM K MOBbILLIEHHOMY TPOMO00OPA30BaHMIO

NpK HEOOXOOVIMOC TV Ha3Ha4EHMst OpasTbHbIX KOHTPaLEeNT1BoB (KOK) 1 ropMoHasibHOM
3amecTuTenbHoOM Tepanun (F3T).

3. [Mpu aBranepeneTax U [IMTE NbHbIX aBTOMOOWTbHBIX 1 aBTODYCHbIX MOe3aKax 0bs3aTelbsHO
NOJIb30BATHCS KOMMPECCHOHHBIM TRUKOTaXKEM, HE [OMYCKaTL CUTYALMA 0OE3BOXKVIBAHVS,

He ynoTpebNaTb ankorosb.

4. TpW KIMHNHYECKMX MOKA3aHMSAX PEKOMEHO0BAHA KOHCY IbTaLyist cbﬂe6onora.



