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[ eH

« HGNC (Hugo Gene Nomenclature Committee)
COXpaHAeT onpegeneHne reHa kak «cermeHta AHK,
KOTOPbIU BHOCUT BKNag B dpeHoTun/dyHkuuto». Npu
OTCYTCTBUU NPOAEMOHCTPUPOBAHHOWN PYHKLNWN reH
MOXET ObITb OXapaKkTepusoBaH MNo
nocrnenoBaTenbHOCTU, TPAHCKPUNLUUN NN
rOMONOTrNnY.

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> 2




[ eH

. B 1957 rogy mexxgyHapoaHbIn KOMUTET onyonnkosarn
pekoMeHaauunm no reHeTUYeCKMM CUMMBONaM U
HOMeEHKNaType.

« HeobxogmmocTb pa3paboTku opuumnanbHbIX
PYKOBOACTB MO Ha3BaHUAM U CMMBOJ1aM YenoBeYeCKmNX
reHoB Oblina npu3HaHa B 1960-x rogax, a rnornHble
pykoBoacTBa Obinu BbinyweHbl B 1979 rogy
(OamHbyprckoe cobpaHmne reHoma YenoBeka).

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> 3




AnbTepHaTUBHbIE Ha3BaHUA

o [1Ns1 MHOrMX reHOB N COOTBETCTBYIOLLMX UM
6enkoB B Hay4yHOW nuTepaType u
o0LLEeaoCTYMNHbIX ODMoNnornyeckmnx basax gaHHbIX
NCMOSb3YETCA MHOXXECTBO alnbTepPHaTUBHbIX
Ha3BaHWW, YTO CO3aaeT npobnemy ans
9 PEKTUBHOW OpraHnsaumm n obmeHa
buonornyeckom NMHopmaLumnen.

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> 4




CBA3b C HOMEHKNaTypou Denkos

« HoMeHKnaTypa reHoB 1 HOMEHKaTypa 6enkos
ABNAIOTCA acnekTaMmm ogHOro n Toro e Lenoro.
ITtoboe nma nnn cumBon, NCMosSib3yeMbln AN
benka, noTeHuManbHO MOXET TakxKe
MCcNonb30BaTbCA A8 reHa, KOTopbIN ero
KOOUPYET, U HA0BOPOT.

<pata/Bpemsa>

<HWXHWUA KONOHTUTYN> 5



OauvH K ogHOMY

« KOppenauua mexay reHamu u benkamu He Bcerga
oOHO3Hay4Ha (B N1toboM HanpasreHun); B HEKOTOPbIX
Criy4yasix 3TO COOTHOLUEHUE «HECKOSIbKO K OgHOMY »
NN «OOUH K HECKONbKUMY», U TOorga uMeHa U CUMBOIbI
MOryT ObITb B HEKOTOPOW CTEMNEHU CreunPUYHbIMU
Onsi reHa nnu 6enka nnu nepekpbiBaTbCs B
MCnosib30BaHUU

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> §




Pa3Hble Buabl

« MHoOrne mexaHmambl XXU3HU OQUHAKOBbLI NN OYEHb
MOXOXW Y pa3HbIX BUOOB, POAOB, OTPAL0B U TUMNOB
(mocpencTBoM roMmosnorum n/mnu aHanorum), Tak YTo
OaHHbIN BENOK MOXET NPon3BOANTLCA BO MHOMMX
Buaax opraHM3mMoB; NO3TOMY YyYeHble 4YacTo
MCNONb3YKT OAMH N TOT e CUMBOI N Ha3BaHWe ONs
naHHoro bernka y ogHoro Bmaa (Hanpumep, MblLlLen),
KaK Uy apyroro smaa (Hanpumep, 4YeroBeka).

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> 7




F5 coagulation factor V [ Homo sapiens (human) ]
[eH dpakTopa Sy

Gene ID: 2153, updated on 7-Jan-2024

“' Summary ‘-IeJ'IOBe Ka

Official Symbol F5 HGNC
Official Full Name coagulation factor V HGNC

Primary source HGNC HENC 3542 F5' coagulation factor V[ Mus musculus (house mouse) ] &, Download Datasets
See related Ensembl ENSG000001987.34 MIM:612309; AllianceGenome: HGNC:35¢  gane 1D 14067 updated an 23-Nov-2023 re H q)a KTO pa 5 y

Gene type protein coding

RefSeq status REVIEWED “ summa
Organism Homo sapiens v M bl LLI M
Lineage Eukaryota, Metazoa, Chordata, Craniata, Vertebrata, Euteleostomi, Mar .
Also known as  FVL: PCCF: THPH2: RPRGL1 Official Symbol - F5 MGl
Summary This gene encodes an essential cofactor of the blood coagulation casca Official Full Name - coagulation factor Y Mal
of the activation peptide by thrombin during coagulation. This generates Primary source MGIMGI88362
protein is a cofactor that participates with activated coagulation factor X Seerelated FEnsembl FNSMUSG00000026574 AllianceGenome MGI 88382
recessive hemarrhagic diathesis or an autosomal dominant form of throl Gene type protein coding
2008 RefSeq status REVIEWED
Expression Biased expression in liver (RPKM 48.1), placenta (RPKM 23.5) and 2 ot Organism  Mus musculus
Orthologs mouse all Lineage Eukaryota; Metazoa; Chordata; Craniata; Vertebrata; Euteleostomi; Mammalia; Eutheria; Euarchontoglires; Glires; Rodentia; Myomorpha; Murcidea; Muridae;
m Try the new Gene table Muringe; Mus; Mus
Also known as Cf5; Ci-5

Try the new Transcript table

Summary This gene encodes a glycopratein coagulation factor that plays a critical role in the process of blood coagulation and hemostasis. The encoded protein is
activated by thrombin, to generate a heterodimer containing heavy and light chains held together by calcium ions. About half of the mice lacking the encoded
protein die at an embryonic stage possible due to abnormal yolk-sac vasculature while the remaining animals succumbed to massive hemorrhage immediately
after birth. A paint mutation in this gene has been shown to cause disseminated intravascular thrombosis in the perinatal period, resulting in frequent deaths of
newborn mice. [provided by RefSeq, Apr 2015]

Expression Biased expression in liver adult (RPKM 34.5), liver E18 (RPKM 14.1) and 3 other tissues See more

Orthologs human all

@ Try the new Gene table
Try the new Transcript table

<parta/s <HWXHWUA KONOHTUTYN> 8




HanmeHoBaHMa reHoB

« The HUGO Gene Nomenclature Committee

o [€Hbl NO3BOHOYHbLIX UMEIOT UMEHA, KOTOPbIE
npeactaBnsaT cobomn KOPOTKNE naeHTnduKkaTopsbl
(0bbIyHO OT 3 Ao 8 cumBosnoB). Hanpumep, reH benka
4, accoLUMMPOBAHHOIO C LMTOTOKCUYECKMMU T-
numdountamm - CTLAA.

o OTUN CUMBOJIbl ODBLIYHO CO34atoTCsl NYTEM COKpaLLEHUS
nnn abbpesmnaTtypbl Ha3BaHUS.

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> 9




-
KopHeBOW CMMBON

« KopHeBasa YacTb CMMBOJIOB CEMENCTBA NrEHOB
(Hanpumep, kopeHb «SERPIN» B SERPINT1,
SERPINZ2, SERPIN3 u 1. A.) HasbiBaeTcs
KOPHEBbLIM CMMBOJIOM.

<pata/Bpemsa> <HWXHWUA KONOHTUTYN>



TGO Gana Nomenciaturs Commiias
source for approved human gene nomenclature

HanmeHoBaHUA reHOB e —

. Kaxgomy reHy, KoTopbl Mbl Ha3biBaeM, NpMcBanBaeTCs YHUKaNbHbIN
cumson, naeHtudpukatop HGNC (B dopmate HGNC:#) n onncartensHoe
NMS..

« CumBonbl AOMKHBI coAepXaTh TONbKO NaTUHCKMUE OyKBbI N apabckne uudpol

« CuMBOnNbI HE AOMKHbI coaep)kaTb 3HAKOB NpenuHaHusa unmn bykebl «G» ans
reHa.

« CumMBOnbl HE cogepXaT HUKaKMX CCbINTOK Ha B, B KOTOPOM OHU
3aKkogmpoBaHbl, Hanpumep, «H/h» ans YyenoBeka.

o «[eHHas HOMEHKI1aTypa OO0JT’)KHa pa3BnBaTbCA BMeCTE C HOBbIMUA
TEXHONOMMAMU, a He ObITb OFp8HI/NI/IT€J'IbHOI7I, KaK 3TO NHOIrA4a npomncxoanT
npun MpuUMeHEeHNN NMCTOPNYECKNX CUCTEM HOMEHKINAaTypbl OTAEJIbHbIX TEHOB»

<parta/Bpema> <HWXHWW KONOHTUTYST> 11




e —
SERPIN

L reH S E R P I N E 1 - 6enOK PA I- l # Genedata~ Tools~ Downloads~ VGNC~ Confactus- Mo

« [eH SERPINA1 — 6esnok alpha-1 Symbol report for SERPINET
antitrypsin o
° re H S E R P I NA3 —_— 6en0|< AZ'::::;Y:::; :eErzi:lfrji:i\yEmember‘l

Locus type gene with protein product

SERPINA3, a-1-antichymotrypsin

Symbol status Approved

AA( : I A( : I Previous symbols PLANH1; PAI1
) Previous names " serine (or cysteine) proteinase inhibitor, clad

Alias symbols PAI

Alias names " plasminogen activator inhibitor, type I "

o re H S E R P I N C 1 — 6en O K Chromosomal location @ 7g22.1

Gene groups Serpin peptidase inhibitors
aHTMTpOMGM H I I I Gene resources for SERPINE1

Ensembl ENS
Ense

Ense

UcsC ucd03uxt 4

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> 12




Hl A HGNC

A Genedata~ Tools~ Downloads~ VGNC~ Contactus~ More~

Symbol report for HLA-DQA1

 HLA-D
Q m HCOP homology predictions
- a-chain koanpyetca HLA-DQA1 HENG deta for HLA-D0AT

Approved symbol @ HLA-DQA1

. B_C h a.l n KOﬂ'M pyeTCﬂ H LA_ D Q B 1 Approved name @ major histocompatibility complex, class II, DQ alpha 1

Locus type gene with protein product

HGNC ID HGNC:4942
P H LA_ D R Symbol status Approved
Previous symbols HLA-DQA
Alias symbols CELIACA
_ G_C h ai n KO.El I/I pyeTCﬂ H LA_ D RA Chromosomal location 6p21.32
Gene groups C1-set domain containing
Histocompatibility complex

- 4 3-chains kognpyetcsa HLA- e ——
D R B 1 ) D R B 3 ] D R B4 3 D R B 5 Ensembl ENSGO0000196735 = W Curated

Ensembl region in detail &,
Ensembl gene sequence s

UCSC ucO03obrd Alliar

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> 13
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CELIAC1

HG NC CELIACT Q

# Genedata~ Tools» Downloads~ WVGNC~ Contactus~ More~ Request symbol &

Search results

Filter by type ltems: 1to 2 of 2
Gene 2 HLA-DQA1: major histocompatibility complex, class II. DQ alpha 1

Filter by gene entry status HGNC:4942 Gene with protein product Approved
Alias gene symbol: CELIACA

Approved 2

Filter by gene locus type HLA-DQB1: major histocompatibility complex, class I, DQ beta 1

Protein-coding gene 2 HGMC: 4044 Gene with protein product Approved
Alias gene symbol: CELIACA

Download all results

(11 | J50M | Items:1to20f2

|20 items per page v|

<parta/Bpema> <HWXHWW KONOHTUTYST> 14




[lceBOoreH

[lceBOooreH onpenensdeTcd Kak nocrnenoBatenbHOCTb, KOTopasi He
cnocobHa npoayumpoBaTb PYHKUNOHANbLHbIM 6ENKOBLIM NPOAYKT, HO
NMEET BbICOKMN YPOBEHL FOMOSIOrMU C PYHKUMOHANbHLIM reHoM. B
obLleEM, Mbl Ha3blBAEM TOSbKO NCEBAOrEHbI, KOTOPbIE COXPaHAIOT
FOMOJIOTMI0 CO 3HAYUTENBbHOWN YaCTbio PYHKLMOHANLHOIo NPeaKoBOro
reHa.

ObpaboTaHHbIM NceBaoreHam NpPMcBanBalOTCA MMEHA Ha OCHOBE
KOHKPETHOro poAuTernbCKOro reHa, ¢ gobaesneHmem byksbl P 1 HOMepa
K cumBOSy poguTtenbckoro reHa (Hanpumep, NACAP10, «ncesooreH
NACA 10»). Hymepauma obbl4yHO 3aBUCUT OT Buaa.

<parta/Bpema> <HWXHWW KONOHTUTYST> 15




CYP21A1 n CYP21A1P

« OcobeHHocTu cTpoeHusa reHa CYP21A2, a uMeHHO
Hanu4ne B HenocpeacTBeHHOW 6rnM3ocTn NnceBgoreHa
CYP21A1, npuBoaaT kK Tomy, 4to okono 90%
MYTaHTHbIX annenemn siBNSTCS CneacTBUEM
pekoMOUHaUUM Mexay 3TUMKU reHaMmun U HecyT B cebe
OfHY MUITIN HECKOSTbKO YacTbIX MyTaLUN.

<pata/Bpemsa>

<HWXHWUA KONOHTUTYN> 16



[ €eHbl NONTMMOPMHDI

o [loninmopdun3mel reHOB MOryT BO3HUMKATb B Ntobon obrnactu reHoma.

« bonblnHCTBO NONMMOPPM3IMOB MOSYaT, TO €CTb HE N3MEHSIOT
dOYHKLMIO UMK SKCMpeccuto reHa

o [loninmopdunamel — BapuaHThl anrnenen ¢ 4octatodHo 60nbLIOoN
4YacToTOoU

o OpaHoHykneoTnaHble BapuaHTbl (SNV) - 9T0 OOQHOHYKITEOTUOHbIE
N3MEHEHUs, KOTopble NPONCXOAAT B reHOMe B ornpeaerieHHOM MecCTe,
Korga O4uH HYKNeoTua, 3aMeHSETCA Ha OPYromn.

<parta/Bpema> <HWXHWW KONOHTUTYST> 17




e —
SNP

o OpgHoHykneoTuaHbIN noninmopdunsm (SNP /snip/; MHOXeCTBEHHOE
ymucno SNP /snips/) npeacraenaeTr cobon 3amMeHy OgHOro
HyKneoTuaa B onpeaeneHHoOM NoroXXeHUn reHomMa, KotTopas
NPUCYTCTBYET B 4OCTATOMHO DOMbLUON YacTu paccMaTpuBaemMomn
nonynsuun.

. Hanpumep, Hykneotng G, npucyTCTBYOLUIA B OnpeaerieHHOM
MECTe 3TaNrlOHHOro reHoMa, MOXET ObITb 3aMEHEH HYKneoTnaom A
Y MEHbLUMHCTBA Ntogen. [1se BO3MOXHbIe BapuaLum HyKNneoTuaoB
atoro SNP — G unun A — Ha3biBaroTCca annensamu.

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> 18




e —
SNP

o OpHoHYKNeoTUAHbIE NONIMMOPMU3MbI MOTYT HAXOAUTLCA B Npeaenax KoanpyroLLmx
nocnenoBaTenbHOCTEN FEHOB, HEKOAUPYIOLLMX YHACTKOB rEHOB UM B MEXIEHHbIX
ydacTKax (yd4acTtkax Mexay reHamm).

« SNP B kogupytowlen nocnegoBaTenbHOCTU HE 0683aTENBLHO U3MEHSAIOT
aMUHOKUCIOTHYIO NocregoBaTenbHOCTb BblpabaTbiBaeMoro 6erka ns3-3a
BbIPOXXOEHHOCTWN reHETUYECKOro Koaa.

« SNP B kogupyouwen obnactm 6biBatoT ABYX TUNOB: CUHOHUMUYHbIE SNP 1
HecMHOHUMUYHblIe SNP. CuHOHMMKNYHBbIE SNP He BnusaoT Ha nocnegoBaTeNbHOCTb
benka, Torga Kak HeCUMHOHUMUYHBLIE SNP M3MEHS0T aMUHOKUCIOTHYHO
nocnenoBaTenbHOCTb Oenka.

« B reHome 4enoseka obHapyxeHo bonee 600 munnnoHos SNP.

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> 19




[Tpumepbl

« SNP B reHe F5 - «nengeHckas mytaumnsa,
Tpombodunusa daxkrtopa V

o NHTpOHHBLIM SNP B reHe penapaunm HeCOOTBETCTBUS
OHK PMS2 (rs1059060, Ser775Asn) npegnonaranocs,
4YTO CBA3aH C NMoBblleHHbIM noBpexageHnem OHK
cnepmMaTo3oMaoB M PUCKOM MYXXCKOro becnnoausi.

<parta/Bpema> <HWXHWW KONOHTUTYST> 20




-
buonHpopmaLnoHHbIE Ba3bl

OAHHbIX

dbSNP — aT0 6a3a gaHHbIx SNP HaumoHarnbHoro ueHTpa 6uotexHonoruyeckon ubgopmaumu (NCBI). Mo coctosiHuio Ha 8 uioHsa 2015 r. dbSNP
nepeuncnivn 149 735 377 SNP y ntogen.|

. SNPedia — 3710 6a3a gaHHbIX B CTUME BUKW, MOAAEPKMBAOLLAA aHHOTALMIO, UHTEpPNpeTaLmio 1 aHanm3 fIMYHOro reHoma.

. Kaviar peactaensiet cobon co6opHMk SNP 13 HECKONbKMX NCTOYHNKOB AaHHbIX, Bktovast dbSNP.

. Basa gaHHbix OMIM onuckiBaeT cBSA3b Mexay nonumopduamamu 1 3abonesaHmamn (Hanpumep, NpegocTaenseT 3aboneBaHns B TEKCTOBON chopme).
. dbSAP - 6a3a gaHHbIX nonuMopdnaMa oTAENbHbIX aMUHOKNCIOT ANns 0BHapyxeHns Bapnauni 6enkos

. Bbasa gaHHbIX MyTauuin reHoB YenoBeka COO4ePXUT MyTauun reHoB, Bbi3bIBaOLLME UNKN CBA3aHHbIE C HAcNeaCTBEHHbIMM 3aboneBaHsiMM YenoBeka, a

Takke dyHKunoHaneHble SNP.

. MexayHapoaHblvi npoekT HapMap, B pamkax KoToporo uccriegosateny uaeHtudgpuumpytotr SNP Teros, YToGbl UMETb BO3MOXHOCTb onpeaeniTb
KONMeKUUIo ransoTMnoBs, MPUCYTCTBYIOLMUX Y KaXXaoro cyobekTa.

. GWAS Central no3BonsieT nonb3oBaTensiM BU3yanbHO onpaluveaTth akTuyeckne aHHble 06 accoumaumnsix Ha CBOAHOM YpOBHE B OAHOM U
HEeCKONbKUX 1CCreaoBaHMsX accoLmaunii Ha ypoBHE BCEro reHoma.

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> 21




—
HomeHknatypa dbSNP

o CtaHpapTt rs### npuHAaT dbSNP n ncnonbayer
npeduKc «rs» gna «dtanoHHoro SNP», 3a
KOTOPbIM cnefyeT YHUKanbHbIN U
NPOnN3BOSIbHbLIM HOMEP

<parta/Bpema> <HWXHWW KONOHTUTYST> 22




O
OOLWwecTBO MO USMEHEHUIK reHoOMa

yenoseka (HGVS)

« MCNOMNb3YyET CTaHAApPT, KOTOpbIM NepeaaeT donblue nHdopmaummn o6 SNP:

- C.76A>T. ons koaupytowen obnacTtun, 3a KOTOpbIM cneayet HoMepP NONoXeHNd
HyKneoTuaa, 3a KOTopbIM criegyeTr ogHOBYKBEHHOE coKpalleHue Hykrneotuaa (A,
C, G, T unu U), 3a KOTOpbIM crneayeT 3HaK «bonbLe» («>») ans obo3Ha4veHns
3aMeHBbI, 33 KOTOPOW CreAYET COKpaLleHne Hykrneotnaa, Kotopbin 3aMmeHseT
nepBbIN

- p.Ser123Arg: ona 6enka, 3a KOTOpPbIM crneayeT TpexbykBeHHOe COKpalleHune
aMWHOKNCNOTbI, 3a KOTOPbIM CriegyeT Yncno, obo3HavaroLLee noroxXeHne
aMUHOKMCIOThbI, @ 3aTEM COKpaLLleHMe aMUHOKUCIOTbI, KOTOPOEe 3aMeHSIET
nepsoe.

<parta/Bpema> <HWXHWW KONOHTUTYST> 23




S
rs6025

« rs6025 npeacraBsnsietr cobon SNP B reHe dpakTtopa V F5,
KOONPYOLWNA N3MEHEHME bernka ¢ aprMHuHa B nonoXxeHumn 506 Ha
rMyTamuH.

« [lonyyeHHbIn annenb rs6025(A) koanpyeTt MyTaumio, U3BECTHYIO
Kak nengeHckasa mytaumsi, R506Q. 3Ty mytauuio 4acto Ha3blBatloT
nameHeHnem G1691A nnn 1691G-A.

o P.Arg506Gin
« HGVS nomenclature NM_000130.4 ¢.1601G>A p.R534Q

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> 24




Curr
Released Septel
Organism Homo sapiens Clinical Significance Reported in ClinVar
Position chr1:169549811 (GRCh38.p14) @ Gene : Consequence F5: Missense Variant
Alleles CoA [ C>T Publications 184 citations
H 2
Variation Type SNV Single Nucleotide Variation LitVare "o
Frequency T=0.016744 (4432/264690, TOPMED) Genomic View Seers on genome
T=0.022585 (3828/169494, ALFA)
T=0.017619 (2471/140250, GnomAD) (+ 5 more)
Frequency Variant Clinical HGVS Submissions History Publications Fla

Details Significance

ALFA Allele Frequency

The ALFA project provide aggregate allele frequency from dbGaP. Mare information is available on the project page including descriptions, data access,
use.

Release Version: 20230706150541

Search:

Population Group Sample Size Ref Allele Alt Allele
Total Global 185916 C=0.977392 T=0.022408
European Sub 145872 C=0.974471 T=0.025529
African Sub 15632 C=0.99507 T=0.00493

wchiymim.nih.gov/snp/rs602



Frequency Variant Clinical HGVS Submissions History Publicat

Details Significance

Genomic Placements

Sequence name Change
F5 RefSeqGene (LRG_553) NG_011806.1:g.41721G>T
F5 RefSeqGene (LRG_553) NG_011806.1:g.41721G>A
GRCh37.p13chri1 NC_000001.10:g.169519049T>C
GRCh37.p13chr1 NC_000001.10:g.165515045T=A
GRCh38.p14 chr1 NC_000001.11:g.165549811C>A
GRCh38.pl4achr1 NC_000001.11:g.168549811C>T

Gene: F5, coagulation factor V (minus strand)

Molecule type Change Amino acid[Codon]

coagulation factor V NP_000121.2:p.Arg534Leu R (Arg) > L (Leu)
preproprotein

coagulation factor v NP_000121.2:p.Arg534GIn R (Arg) > Q (Gln)
preproprotein

F5 transcript NM_000130.5:¢.1601G=T RICGA]=L[CTA]

F5 transcript NM_000130.5:¢.1601G>A R [CGA] >Q [CAA]




Organism
Position
Alleles
Variation Type

Frequency

Frequency

Homo sapiens

chr1:169549811 (GRCh38.p14) @

C>A [ C>T
SNV Single Nucleotide Variation

T=0.016744 (4432/264690, TOPMED)
T=0.022585 (3828/169494, ALFA)
T=0.017619 (2471/140250, GnomAD) (+ 5 more)

Variant Clinical HGVS
Details Significance

ALFA Allele Frequency

The ALFA project provide aggregate allele frequency from dbGaP. More information is available on the project page including descriptions, data access,

use.

Release Version: 20230706150541

Curr
Released Septe:

Clinical Significance Reported in Clinvar
Gene ! Consequence F5: Missense Variant
184 citations

Seerson genome

Publications

Genomic View

Submissions History Publications Fla

Search:

Population Group Sample Size Ref Allele Alt Allele
Total Global 185916 C=0.977592 T=0.022408
European Sub 145872 C=0.974471 T=0.025529
African Sub 15632 C=0.99507 T=0.00493

<pata/Bpemsa>

rs6025

SNPedia

Orientation minus

Stabilized  minus

Geno *# Mag # Summary ®

7 11.4x higher risk of

thrombosis

AG) &l 3.5-4.4x risk of thrombosis

GG) 0 ncrmal,."culmmcr risk of
thrombosis

Reference GRCh33 38.1/141

Chromosome 1

Position
Gene
s a

is
dbSNP
dbSNP
(classic)
ClinGen
ebi

HLI

Exac

169549811
F5
snp

mentioned by

~MNIC
rsollss

~naC
rsolso

Ao

rsollss

e
rsollss

~MNIC
rsollss

T
rsolso

<HWXHUN KONMOHTUTYN>



F5

B HopmanbHOM NyTu goakTtop V AeUCTBYET Kak
KogpakTop, No3Bonas dpaktopy Xa akTuBMpoBaTbh
NPOTPOMOUH, B pesyrnbraTte Yero obpasyercs
doepMeHT TpoMOUH. TpOoMOKH, B CBOKO o4vepeb,
pacliennsaeTr pmbpuHoreH ¢ obpasoBaHNeEM
domnbpuHa, KoTOpLIN NoNMMepnsyeTca, obpasys
NSIOTHYIO CETKY, COCTaBNAIOLLYI0 BONbLIYIO YacTb
cryctka. AKTnempoBaHHbIN npoTenH C aBndeTcs
NPUPOAHLIM aHTUKOArynsaHTOM, KOTOPbIN
orpaHM4MBaET CTeNeHb CBEPTbIBAHUA KPOBU
nyTeM pacliensieHnsa u paspyLwleHua dpaktopa V.

<pata/Bpemsa> <HWXHWUA KONOHTUTYN>
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rs6025

169,567,201

169,545,117
rs9332647 o 169,522,862
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AHanni SNP

« SNP MOXHO nerko npoaHannanpoBaTb, MOCKOMbKY OHU
coaepkaT TONbKO ABa BO3MOXHbIX ansiens u Tpu -l
BO3MOXHbIX FreHOTMNa, BKITOYaoLLMX 3TN ABa annens: Awanusw w uews | Alpeca nabopatopwh | uGnvoreka | Mpaswna ca
FOMO3UIOTHLIN A, TOMO3UIOTHLIN B 1 reTepo3nroTHbIN
AB, 4TO NPUBOANT K MHOXECTBY BO3MOXXHbIX METOA0B
aHanunsa. Hekotopble U3 HUX BKITHOYaIOT:
cekBeHupoBaHne [HK; kannnnapHbin anekTpogopes;
MaccC-CNeKTPOMETPUN; OAHOLEMNOYEYHbIN
KOHJOOpMaUMOHHbIW nonumopdunam (SSCP); oguHo4vHoe
6a30BoOE paclnpeHNE; ANEKTPOXUMUYECKNN aHaNN3;
aeHatypupyrowwaa BAXKX n renb-anektpodopes;
nonumopdunama ArMH PEeCTPUKLMOHHBIX (pparMeHTOoB; U -
rmépuansaumMoHHbIN aHanns. -

B a10T 610K @aHANU30B BXOAAT:

NabopaTopuu penpoa

MNauneHtam Bpauam

¥ Monumopdusmel (aBa dakTopa):
/ ¢ ) JleiipeHckan mytauus (FV): 1691 G>A,
leH npotpombuHa (FII): 20210 G>A

ApTUKyn: 00849

« Nonumopduzm FV G1691A (rs6025)

« Nonumopduzm FII G20210A (rs1799963)

<parta/Bpema> <HWXHWW KONOHTUTYST> PAY)




PesynkTaThl MCCNnegoBaHUi

Mauwent MNan Boapact
3akas O.nm.
MokazaTene Peaynerar PedepeHCHEIA MHTEpBan

Mone KYNAPHO-NEHETHYECKHME MCCNeJoBaHHWA

[00849] NonumopdMamel (OBa dakTopa): NenaeHckana myTauua (FV): 1691 G=A, MNen npoTpomBuHa (Fll): 20210 G=A -
BYEKaNLHBIA ANUTENWA

MeHbl TpoMGBODMMNAKA

MeH Kogupyemeln Genok NonwMopduam  Pesynetat | Wakdp
_ G20210A
F2 Il koarynauWMoHHslA dakTop (npoTpoMBuH) (rs1799963) GIG 1
s V KoarynAauMoHHLIA hakTop CEEPTLIBAEMOCTH G1691A GG 1
kposu (chaktop Nedgexa) (rsB025)
PEL_'I‘II:TE'I’I: WCCNeqoesHWA He ABNAKITCA OWSrHOS0M W HHTEMPETURYHOTCA NeYailyMmM "'___--"-n..l
BOEYOM C VHETOM BCEX OSHHEY O NAUWEHTE | NaGODSTOoHEX. HHCTOVMEHTAMEHEX M /m :- .-/
<parta/Bpema> <HWXHWW KONOHTUTYST> 30




INNerko coartb yoanenHo B LINP

@ Puritan 2
i Y oo B

ByKKanbHbIN 3aNUTENNN

BykkasnbHbIN anuTennu

«Kanns kpoBun» Ha NpoOMOKaLLKe

<pata/Bpemsa> <HWXHWUA KONOHTUTYN> 31




Cnacnoo 3a BHUMMaHue!

<parta/Bpema> <HWXHWW KONOHTUTYST> 32




