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deHOTUN U reHoOTMN @ AHK-TEXHONOTHS
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dPeHoTun (OT rpey. phainon -
obOHapyXxuBarowmn, asnatowmnca n typos -
oTrne4artok, obpasel) - obo3Ha4aeT BCHO
COBOKYIMHOCTb MPU3HaKOB KOHKPETHOIO
opraHu3ma

feHoTUN (OT rpedy. genos - poa,
npoucxoxgeHme n typos — obpased,
OTrnevyaToK) - COBOKYIMHOCTb BCEX
HacneacTBEHHbIX aKTOPOB OpraHM3mMa



MyTaLl,VIFI — W3MEeHeHMe B HacneaCTBEeHHbIX

o\ AHK-TEXHONOTUS

4
cTpyktypax (AHK, reH, xpomocoma, reHOM). W e

MyTaIII/IﬂMI/I Ha3bIBAKTCA CKﬂ‘IKOOﬁpaISHLle u YCTOﬁqHBLle HU3MCHCHHUSA ¢AMHUIl HACJTCACTBCHHOCTH

reHHasi — n3MeHeHune nocrnefoBaTenbHOCTN HYKNeoTUAO0B B
onpenerneHHom ydacTtke monekynbl OHK;
¢ CTPYKTYypHas — npmBogdaLlad K npoTsXKeHHOMY
(MYNBTUHYKIIEOTUOHOMY) OedEKTY reHa;

¢ Tou4KoBas (Toye4yHas, SNP) — 3aTparneatoLiasd oguH
HyKreoTng nmbo 1—2 cocegHnx HykneoTnaa;

XPOMOCOMHasa — noboe HapyLleHne CTPYKTYPbl XpPOMOCOM (AeneHus,
AyNnvKauus, MHBEpCUsl, TpaHcrokauus).

reHoMHass — M3MeHeHMe Ymcria XpoOMOCOM
¢ nonunnouausa - KpaTtHoe ranfouaHoMy Yucny
¢ aHeynnouaus - HekpaTHoe



SNP (Single Nucleotide

. O\ AHK-TEXHONOTUS
Polymorphism) N Buraussoauon

- 3TO OQHOHYKNeoTuAHble no3nuumn B reHomHon OHK, ansa
KOTOPbIX B HEKOTOPOU Nonynsauum UMerTCs pa3fiudHble
BapuaHTbl nocneaoBaTeribHOCTEU (annenu), NPUYEM peaKkumn
annenb BCTPEYaeTCA C YaCTOTOMU

He meHee 1%. *

[lo pa3nu4HbIM oueHKaM 8 2eHomMe 4yerioeeka 3 - 10 murnnuoHos SNP.

[eHeTnYeCcKum nonnMmMopusm - CocyLlecTBOBaHME B npeaenax
nonynaumnm OAByX UNU HECKOSbKNX PasfinyHbiX HacneacTBeHHbIX opmM,

HaXxoOsLWKMXCcCA B AMHAMUYECKOM PpaBHOBECUUN B TEYEHMNE HECKOSTbKUX U
aa)ke MHOMMX NOKONEeHuN.

* CunnpoM JlayHa - oJjHa U3 CaMbIX paclpOCTPAHEHHBIX HACIEICTBEHHBIX OOJIE3HEH.

YacroTa poxxaeHus aeTei ¢ cuaapoMoM JlayHa cocTaBisieT MPUMEPHO OJIMH Ha
600-800 HoBOpOXACHHBIX (<0.2%).



3aboneBaHusA, cBA3aHHbIe C

)
reHeTUYeCKMMMN aedeKkTamm Gttt

HacnepncrBeHHas 6one3Hb — Oones3Hb, Ang
KOTOPOW 3TUOMOrMYeCcKUM OakTOpOM ABMAETCA
reHHas, XpOMOCOMHas NN reHoMHasa MmyTtauug.

MynesTudrakTopHbie 60rne3Hu

(50]193HI/I C HacneﬂCTBeHHOﬁ npep,pacnonomeHHOCTbro) E—
boriesHun, KOTopble pa3BMBaKOTCA B pe3ynbraTe
B3aMMOOENCTBUA onpeaeneHHbIX KoMbnHauum
anneneun pasHbIX JTIOKYCOB U cneunuyeckmnx
BO34eNCTBMU 0aKTOPOB OKpYyXKatoLlen cpebl.



CTpyKTypa HacneacTBEeHHbIX

NaTonoruia @ AHK-TEXHONOTUS

18%
B MoHOr¢HHBIC 3200.1€BAHNS
9%,

[ XpomocomMHbIe abeppanun

B Myasi(hakropuaibHbIE
73% 00J1¢3HI

Ilonaxos A.B. 2008 e.



"3 AHK: TEXHONOrHS

Cnaraemble 340p0OBbS 72 RHK-TEXHOO

mh oA

Oxpyxaromas
cpena

CayyauHble
(paxkTOpHI




Knaccudukauuma cpakropoB

@ AHK-TEXHONOTHS
p M c Ka nnnnnnnnnnn hupm

Moaudunumpyemeie Hemoanduympyemsbie
(noBeaeH4yeckne) (dnsnonornyeckue)
KypeHune Mon
O6pas XN3HU BospacTt

NeHeTn4eckasn
.[lvneTa npeapacrnorioXeHHOCTb




TPOMBODUITNA > AHK-TEXHONOTUS

T 4
(oT rpeuy. trhombos — crycTok u philia - CKNOHHOCTb) N P s duva

¢ [laTonorn4yeckoe cocrtosiHue
KPOBEHOCHOM CUCTEMbI, BO3HUKaKoLLee
Ha poHe HapyLweHna CBOUCTB U cOCTaBa
KPOBU, N BeayLiee K BO3HUKHOBEHUIO
TPOMOOIMOONNUN KPOBEHOCHbLIX COCYyA OB
(B OCHOBHOM BEHO3HbIX) U
peunanBUpyOLLNX TPOMOO30B



10

TpomMmbounua Kak Kno4yeBoe 3BEHO B

rnaTtoreHese OCNOXHEHUU B dKyliepcTtBe U

TMHEeKOJIOMMu

OcnoxHeHna 3T
N TOPMOHanbHOWN
KOHTpaLenumm

PaHHue
npeamobpuoHnYeckne
notepu, Heyaaun 3KO

MUP - ato AHK-TexHonorus

@ AHK-TEXHONOTUS

Bblknapbiwm, aHTeHaTanbHasa rmbesnb
nnoaa, npexaeBpeMeHHble
poabl, MEPTBOPOKIEHME,

©ecnnoaue

Tpombodunusa

MocneonepaynoHHbie
Tpom003bl TPOMOO3IMOONUN

BY3PT1, rectosbl, NMOHPTT,
TpomM0o3bl, TpoMboaMbonun

Makauapusa A.[., 2007



CTpyKkTypa NnpUYnH

Q}IIHK- EXHOJNOrua
penpoayKTUBHbLIX NOTEPb Eheek e

AMAMUIVUVVIVITTURAVIT \ Tv-

15%)

IHAOKpUHHbIE (10-

Tpombodpunun (40- 20%)

65%)

XpoMOCOMHble (2-
7%)

v 0.5 AyTtoummyHHble (15-
HipexunguubIe (0 9 Ford, 2009; Bick, 2007; Makad2oes, 2007; Christiansen,2005



OedunHuumna tpomob030B

"3 AHK: TEXHONOrUs
\ nnnnnnnnnnnnnnnnnnnnnnnnnn

A.l'l. MomoT

KnunHuka

JITabopaTopHble
AaHHbIe

AHaMHe3

Tpombo

feHOoTUNMpPOBaHuMe

daKTopbl pUcka Hurs pudpuna o0OpbIBaET HUTH
JKU3HU



[eHeTn4YeCKn 0OyCrOBMEHHbIe .
' D TERHO IOV

Tpombocunuum

Brinensror
nepBUYHbIE (TEHETUYECKH 00YCIIOBICHHBIC)

17|
BTOPUYHBbIE (IPUOOPETEHHBIC, CUMIITOMATHYECKUE)

TpoMOOpuUIUU

Oo 70% cny4yaeB TPOMOOTUYECKUX Npodnem
MOryT ObITb CBA3aHbl C reHeTUYeCKUMM
dakTopamu.

Buchanan GS, Rodgers GM, Ware Branch D. The inherited thrombophilias: genetics, epidemiology, and laboratory
evaluation. Best Pract Res Clin Obstet Gynaecol 2003;17:397—411




bepemMeHHOCTb 72 BHK-TEXHONOrUA




Cuctema remocTra3sa 3 AHK- TEXHOMOT WS
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CTpYKTYPHO BblOeNAT
* [TnaszmeHHOe 3BeHO

Cocyaucto-TpoMboLmTapHOe 3BEHO

PYHKLUMOHANLHO BbIAENAT CUCTEMbI
CBepTbiBaHUS

. npOTMBOCBeprIBaHI/IFI (aHTI/IKanyJ'IFIHTHaFI)

aHTUTPOMOWUH llI;

npotenH C;

npoTeuH S;

WHrMBuTOp BHeLLHero nyTn ceepTbiBaHus (TFPI);
KopakTop renapuvHa ll.

dnbpurnHonnaa



Puck HapyweHun cuctembl .
Q ﬂHK TEXHONOrua
CBepTbIBaHUA KpoBM

[MlnasmeHHOEe 3BEHO reMocTasa

¢ CBepTbiBawLWasa cucremMma

« F5 (paktop V): 1691 G>A (Arg506GIn) (neigen myraums)
« F2 (nporpombun): 20210 G>A

- FGB (dbubpunoren): -455 G>A

- F7 (dpaktop VIl ): G>A (Arg353Gin)

- F13A1 (daktop Xl ): G>A (Arg353Glin)

¢ Cucrema combpuHonusa

SERPINE1 (PAI-1): -675 5G>4G

TpombouuTapHoe 3BeHO remocTa3a
- ITGA2 (GP la): 807 C>T (F224F)
- ITGB3 (GP Illa): 1565 T>C (L33P)




Kackag cBepTbiBaHUA KPOBMU

BHYTPEHHMUII NYTb
MoppexaeHue IHAOTENMS
X1 =3 X|la =3 X] —3= Xla

IX » [Xa + Villa
‘\

BHELLIHUI NTYTh

[MoBpexieHne TKaHei

TKaHenblit paktop + Vlla
/
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AHK-TEXHONOrua

HAay4YHO-NPOM3BOACTBEHHAR hupMa



[TnasmMeHHOe 3BeHO remMocTasa

') AHK- TEXHOI’IOI’Mﬂ
Cucrtema cBepTbiBaHUA KPOBU N Seapsssersenes anpes

FV protein

FVa

FVi

Normal FV (R506) gene: GAC AGG CGA GGAATA FV Leiden (Q506) gene: GAC AGG CAA GGA ATA
normal protein: Asp Arg Arg Gly lle mutated protein: Asp  Arg 9% lle
APC

APC



F5 (baktop V): 1691 G>A

)
(Arg506GIn) eiaes wyrauns) muenomorys

YacTtoTta BcTpeyaemocTn BapuaHTa A nonumopduama B nonynaumm: 2 - 3%.
[Mpeobnagatowmin reHotun B nonynsauum: (G/G).

HacnegosaHue no dyTOCOMHO-OOMWHAHTHOMY TUIY.

Puckun
1.  notepsa nnoga o Il n lll TpumecTtpe

2. TpoMbOO03 BEH HMXHUX KOHEYHOCTEN

3. TOIJIA

4. Tpombo3bl LepebparnbHbIX COCYA0B U NLLEMUYECKUIA UHCYIBT
3

apTepuanbHble TPOMOO3bl B MONO4OM BO3pacTe

19 [UP - ato AHK-TexHonorus



TpomMO60O3bl BEH HNXKHUX

o @ AHK-TEXHONOTUS
KOHEeYHOCTen— (pakTopbl pUCKa

1. Wcnonb3oBaHWe nepoparnbHbiX KOHTPaUeNTUBOB AOMOSTHUTENLHO
nosbiwaeT puck passutua TI'B B 30 pa3 y reteposurot, B 100 pas npwu
FOMO3UTOTHOM HOCUTENLCTBE.

bepemeHHOCTL — B 16 pa3s nosbiwwaet puck TIB.
[opMOH3amMmecTuTENbHaA Tepanusa — B 2 - 4 pasa yBennymMBaeT PUCKM.
Katetepunsauma ueHTparnbHbIX BEH noBbiwaeT puck TIB B 2 - 3 pasa

Xupypruyeckme eMmeluartenncrea — B 13 pas.

2

NHdeKUMOHHBIE U OHKONOrnyeckne 3aboneBaHnsa Takke NOBbILLAKT
puck passutna TIB. PUCK pasBUTnA NWeMMNYECKoro MHCynesTa y
XeHWMH B Bo3pacTe 18-49 net npu Hanudum JlemageHckon mytauum
BO3pacTaeT B 2,6 pasa, a Ha poHe npuema nepopanbHbIX
KOHTpauenTuBoB yBennymsaetca B 11,2 pasa.

20 T[YP - ato AHK-TexHonorums ke



F2 (npoTpomMOUH): 20210 G>A > BHK-TEXHOROT NS

uuuuuuuuuuuuuuuuuuuuuuuuuu

'eH F2 - npotpomOuH unn daktop |l cBepTbiBAHUA KPOBU —
9TO NpeaLecTBEHHNK TpoOMbuMHa (benka,
cTUMynupytoLero obpasosaHune Tpomba). Asnserca
OAHWUM U3 rnaBHbIX KOMMNOHEHTOB CBEPTbIBAOLLEN
CUCTEMbI KPOBMW.

NMNonumopduam 20210 G>A, npmBoauT B Criyvyae BapuaHTta
A K MOBbILLEHHOWN 3KCMpeccun reHa. YpoBeHb
npoTpomMbuHa B nnasme Hocutenen 20210A—annens
MOXeET 6bITb noBbiweH Ha 30%.

21 TIUP - ato AHK-TexHonorus



F2 (npoTpomMOUH): 20210 G>A > BHK-TEXHOROT NS

YacTtoTta BcTpeyaemocTn BapuaHTa A nonumopduama B nonynaumm: 2 - 5%.
[Mpeobnagatowmin reHotun B nonynsauum: (G/G).

HacnegosaHue no dyTOCOMHO-OOMWHAHTHOMY TUIY.

Puckn

1. noTtepsa nnopga B | TpumecTpe

2. BEHO3Hble TPOMbO3bI

3. MOBbILWEHNE PUCKOB MocsrieonepaunoHHON CMepTu
4.  UWEMUYECKUN NHCYNMT

22 TIUP - ato AHK-TexHonorus
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FGB (pu6punoren): =455 G>A 2 BH-TEXHOOTHA

HAay4YHO-NPOM3BOACTBEHHAR hupma

NeH FGB kogupyeT aMMHOKUCIIOTHYIO nocrenoBaTtenbHOCTb beta-cydbeanHmubl
dmbpurHoreHa (haktopa ceepTbiBaHMA |). OTO pacTBOpUMbI Bernok, npeawecTBEHHNK
dunbpurHa, npucyTcTByOWMIM B Nria3ame Kposu. o BnusHnem doepmeHTa TpomMbuHa 13
dnbpurHoreHa obpasyeTcsa HepacTBOpPMMbIN Benok PUBPUH Ha 3aKITIYNTESNTBHOM
aTane cBepTbiBaHUSA KpOBWU. TPOMBUH NocriegoBaTenbHO OTLENSISET
dmbpunHonentnabl A u B ot a- n B-uenen onbpuHoreHa, npespawiasa ero B onbpuH-
MOHOMeEP, KOTOPbI 3aTeM nonnmepusyetca n obpasyet ocHoBY onbBPNHOBOIo
Tpomba.

NMonumopdcpunam —455 G >A

Hanuuue annens -455A dpubpuHoreHa 6eta (FGB) npnBoanT K NOCTOAHHO YBENUYEHHOW
aKcnpeccun reHa u, COOTBETCTBEHHO, K noBbleHnto Ha 10-30% ypoBHSA domnbpuHoreHa
B KPOBMW.

[MoBbIWEHHbIN YpOBEHb (PUOPUHOreHa MPUBOLUT K YBENUYEHNIO BEPOSTHOCTH
obpasoBaHunsa TPOMOOB 1 NOBLILLAET PUCK MHCYNbTa (MWLEMMUYECKOro NN
reMmopparn4eckoro).

[MokasaHa cBA3b Mexay HOCUTENbLCTBOM annens -455A 1 nosbllweHneM OyHKLUMOHaNbLHON
aKTUBHOCTU TPOMBOLINTOB.

MUP - ato AHK-TexHonorna ke



FGB (pu6punoren): =455 G>A 2 BHK-TEXHOnOTHA

HAay4YHO-NPOW3BOACTBEHHAR thupma

YacTtoTa BcTpeyaemocTu BapuaHTa A nonnmopduama B nonynaumm: 5 - 10%.

[Mpeobnagatowmin reHotun B nonynsauum: (G/G).

Puckun
1. runepkoarynaums
2. VHapKT M1MoKapaa

3. nakyHapHble MHGapKTbl LepebpanbHbIX COCYO0B

24 TIUP - ato AHK-TexHonorus



[Tna3ameHHOEe 3BEHO reMocTa3sa

'} ﬂHK TEXI‘IOIIOI'H’I
Cuctema cBepThiBaHUSA KPOBM G B

dpdexTnI:

*YMeHbIIIEeHHEe PUCKA BEHO3HOI0 TPOM003a

*CHIKeHNE pUCKA HHapKTAa MHOKAapAA JaKe IPH HAJTHYUH
3aMETHOI0 KOPOHAPHOI'0 aTEPOCKJIEPOo3a.

Pucku

*[loBbIlICHHE PUCKA KPOBOTEYCHUHU HA (pOHE
AHTUKOATYJIAHTHOU TePalluu.

*Cyb0apaxHouaajibHble KPOBOTEUYEHUA



> [IHK-TEXHONOT S

Cuctema pubpuHoOnunsa £+ BHK-TEXHOND

OcHoBHbIe PYHKUUM:

[MlpoTnBOOENCTBME CBEPTLIBAIOLLIEN CUCTEME
Kanannsauunsa tTpomba 1 BOCCTaHOBIIEHNE KPOBOTOKA




[Tna3ameHHOEe 3BEHO reMocTa3sa

o AHK-TEXHONOTUS
PnopnHONUTUYECKOE 3BEHO N

Low plasma PAI-1

Transcriptional - - Repressor concentration
activator protein R A

GGGGG
Regulatory l Transcription
region >
‘1
I -675 PAI-1 gene
GGGG \
- High plasma PAI-1
Transcriptional concentration

activator




SERPINE1 (PAI-1): -675 5G>4G 2 BK-TEXHOROMMS

PAI-l obecneunBaet 0o 60% obLen MHIMBUTOPHOM aKTUBHOCTM B OTHOLLEHUU
aKkTMBaTopa nnasmMuHoreHa B nNnasme KpoBu 1 TEM CaMbiM UIPAET BAXHYIO
porb B akTuBaLum pnbpmnHonmnaa.

[okasaHa ponb PAI-l B naToreHe3e Kak BEHO3HbIX, TaK 1 apTepuanbHbIX
Tpombo3oB. PAI-| obnagaeTt cnocobHOCTbIO HakannmMBaTbCa B UOPUHOBBIX
Cryctkax B KoHUeHTpauuu, B 500 pa3 npeBbILaoLLMX ero KOHLEHTpaumio B
nnasme. B pesynbraTe Cryctok ctTabunmnampyeTtcst n ctaHoBuTcs donee
PE3NCTEHTEH K OMBPNHONN3Y.

Y 35% naumeHTtoB ¢ TI'B dpunbpmnHonutnyeckasi akTMBHOCTb CHUXeHa. Hannuune
OONONMHUTESbHBIX aKTOPOB pUcKa (OpYrMx reHeTu4ecknx 0edeKkTos,
unpkynupytowmx APA, caxapHoro anabeta, oXXMpeHUs 1 T.4.) yBenuymBaeT
PUCK BEHO3HbIX N apTepuarnbHbIX TPOMOO30B.

28 TUP - ato AHK-TexHonorus ke



SERPINE1 (PAI'1): '675 5G>4G '\nHKTEXHOIIOI'Hﬂ

\ aaaaaaaaaaaaaaaaaaaa hupma

PacnpocTtpaHeHHOCTb FOMO3UroTHOWU POpPMbl JAaHHOIO BapmMaHTa B
eBponemongHbIx nonynaunsx cocrasnset 5-8%.

Pucku

npeaknamncug

NPMBbLIYHOE HEBbIHALLNBAHNE DEPEMEHHOCTU
CHMXeHne PubpnHONUTUYECKON aKTUBHOCTU KPOBU
BEHO3Hble TPOMOO3bI

cepgedHo-cocyamcTble 3aboreBaHus

o Ok Wb =

NoBblLLUEHHbIE PUCKK NOCJieonepaunoHHbIX TpOM603OB

29 TIUP - ato HK-TexHonorus



TpombouuTapHoe 3BeHO
remocTta3sa

* _®akrop thox Bunnebpanaa

GPIbIX _— GP
g @/ IIb/I1Ia
.- < } 8’9'7;—”" DubpuHoreH

GP Ia/lla —*F;

ITGA2 (GP1a): 807 C>T (F224F)




TpombounTapoHoe 3BeHO

FeMOCTA33 72 AHK-TEXHONOT U3

ITGA2 (GPIa): 807 C>T (F224F)
[en:

0-2 UHTErpuH (TpoMboumTapHbIN PELENTOP K KoMnareHy) aBnaeTcs
cneumanmanpoBaHHbIM peLenTopomMm TpomMboLnMToB, obecneunBatoLLnm
B3aMMoOencTBmMe TPOMOOLMTOB C NOBPEXAEHHON CTEHKOW COCYAO0B, YTO
SIBNSIETCA HEOOXOAMMBIM YCITOBMEM BKITHOMEHUSA MOCeaYoLnX 3BEHLEB
CBEpPTbIBAIOLLEN CUCTEMBI KPOBMW.

[Monimmopgusm:

B cnyyae BapuaHTa T nuaMeHeHue nepBMYHON CTPYKTYpPbl cybbeanHuubl
Bbl3blBaET M3BMEHEHME CBOMNCTB PELIENTOPOB N OTMEYaeTcs yBennyeHune
CKOpPOCTU aaresnm TpoMboumToB.




TpombounTapoHoe 3BeHO

reMocTasa @ AHK-TEXHONOTUS

ITGB3 (GPI1Ia): 1565 T>C (L33P)
[eH:

TpombouuTapHbin rnukonpoTenH A (B3-nHTterpuH), cybbveamHuuya
peuentopa membpaHbl TpomboumnToB (GPIIb/Illa) ansa dunbpuHoreHa u
doakTopa BunnebpaHara n aBnseTca KOMMNOHEHTOM APYroro MHTErpmHa
— avpB3. YrpaeTt BaxkHyO ponb B arperaumm TpomMoboLUNTOB U OTBEYAET 3a
agresunto TpomMoouUUTOB K cybaHaoTeNnnarnbHbIM CTPYKTYypaMm.

[Moninmopursm:

[aHHaa 3amMeHa NpMBOANUT K N3MEHEHNIO KOHdopMaLuumn benka u
NPOCTPaHCTBEHHOW OpMeHTaUNU NMraHa-cBA3bIBaAKOLLIEro y4acTka, YTo
NpUBOOMT K MNOBLILLEHMIO cpoacTBa K onbpuHorery. Habnogaerca
NOBbILLEHHAs aare3unst KNeTok, bonee MHTEHCMBHAA peTpaKkuus
dombpunHOBOro crycrka.




TpombounTapoHoe 3BeHO

FeMOCTA33 72 AHK-TEXHONOT U3

YactoTa BCTpe4yaeMoCT BapuaHTOB B €BPONEONaHOM
nonynauum coctaengaet nopaaka 20-30%

Pucku:
‘[Mneparperaymsi TPOMOOLINTOB
*Pe31nCTEHTHOCTLIO K aCnUPUHY 1 NIaBUKCY

*[ToBbILLEHHbIA PUCK NOTEPM NII0AA Ha PaHHUX CpoKax
OR=2,7-4,4

Y pebeHka

* HeoHaTarnbHasi TPOMOOLINTONEHUS

* [eMopparnyeckumn gnartes

* [locTTpaHcdy3noHHasa TPOMOOLMTONEHUSA



KoropTbl nauneHTOB

)
College of American Pathologists Consensus Conference XXXVI: Diagnostic \‘ ﬂHK TEXHOJ'IOI'“’I
Issues in Thrombophilia. Arch Pathol Lab Med 2002;126:1277-1433
a. MpuHapneXxHoCTb K rpynne pucka c. PaHHee Havano
b. CemenHbIN XapakTep 3aboneBaHus d. ATHNINYHO TsIZKe10€ TeYeHHe

e. TosiepaHTHOCTH K Tepanuu

a. Cutyauumm BbICOKOro pucka
MaccuBHble XMpyprniyeckne BMeLlaTenbCcTea
bepemMeHHOCTb U NocnepoaoBoOn rnepunoa
[TpMeHeHMe ropMoHanbHOM KOHTpauenuumn UM ropMoHasnbHoOm
3aMeCcTUTESIbHOM Tepannu
OnntenbHas ntMmobunnmnaauus
a. MNoBTOpHbIE TPOMOO3bI.
b. Cny4yan Tpom603a B n1to6OM BO3pacTe Npu HarmM4nm ceMemHoro aHamMmHe3sa.
c. EAMHNYHbIN TpOMOO3 Ao 50 ner.
d. TpoMm603bl HEOOLIYHOM NIOKanNM3auuu (nopTtarnbeHble, OpbI3KEEYHbIE,
MO3roBble BEHbI)
d. Tpom603 HenoHATHOM 3aTnonoruu nocne 50 nert.



Kak TpakToBaTb pe3ynbrarhbl "
nccnenoBaHuA 72 RHK-TEXHOOrHS

uuuuuuuuuuuuuuuuuuuuuuuuuu

= [lakeTHoe nccrnegoBaHue

- [NoHnmaHne natoreHesa
- Bsanmopencrtsue reHos

= /lHonBmMayanbHOe 3aKknyeHne

- YYeT HereHeTn4yecknx paktopoB pucka
- YYeT pe3ynbratoB Apyrnx MeTtoaoB UccrnenoBaHus

= KonnyecTtBeHHas oLleHKa puUcka



NnasmeHHoOEe 3BeHO remocTta3sa 7> BHK-TEXHONOT S

HAay4YHO-NPOW3IBOACTBEHHAR thupma

NMonumopdpunsm ecTo3, npepbiBaHue Tpombodcdunnus

F5 (axtop V): 1691 G>A o B8 BN | o« [EH E

(Arg506Gin) [1-TIT TpumecTp

F2 (nporpom6uH): 20210 G>A - - - - - -

[ pumecTp

FGB (dbm6puHoren): -455 G>A - GA AA - - -
SERPINE1 (PAI-1): -675 5G>4G \SG556N [SGHGN +ciuc | [SGBEN scuc  4cuc

Coueranmne TpoMOOPMIHYECKHUX MOJTUMOPPU3MOB € MOJTUMOPPU3MAMHU F€HOB
(o1aTHOrO HMKJIA YBEJNYUBACT PUCK recT03a U TPOMOO(PUIHH.

CouyeTaHue HECKOJbKUX TPOMOO(PUINYECCKUX MOTUMOPPU3MOB
YBEJIMYMBAET PUCK recT03a U TPOMOO(PUINN.




B3aumoaencreue (paKkTopoB pucKka

3 AHK- TEXHONOrUs
\ AL

[ns HekypAwmx HocuTenen romosunroT 4G/4G
reHa PAl nokasaHo npumepHo 1,5-kpaTtHoe
NoBbILEHNE pUCKa CepaeYHO-COCYANCTbIX
3aboneBaHun.

[Ons kypswmx Hocutenen romoaurot 4G/4G
HeraTuBHbLIN (PG EKT OT KYPEHNA MaCKUpyeT
adopeKkT gaHHOM MyTauun.

Puck Tpomb030B 1 nHpapKkTa Mmmokapaa:

F5: Argb06GIn (JlengeHckaa mytauusi) — OR= 4-8.
F2: G20210A — OR=2-4

CoueTtaHue obounx nonumopdpunsmos - OR>17
CoyetaHue F2: G20210A u kypeHuna — OR>40




[eHOTUN U reHeTUYECKUM NacnopT

7 [HK-TEXHONO S

\ HAay4YHO-NPOM3BOACTBEHHAR hupma

feHOTMN YyenoBekKa

I OnpepnensieT ero
NHONBMOYyanbHOCTb

Il NepenaeTtca oT poanTeneun

[l ABnaeTtca BpoXXAeHHbIM N He
MEHAETCH B TeYEHNE XKN3HN

MeHeTM4Yecku nacnopTt - UHAMBUAYyarbHas

reHeTuyeckmne NaHHble, oTpa)atouime
BPOXAEHHbIE  reHeTu4yeckme  OcobBeHHOCTU
Kaxaoro yeroBeka, BKIHOYad ero

npeapacnonoXeHHOCTb K TeM WNU  MHbIM
HacrneacTBEHHbIM, MYILTUAKTOPHbBIM n
Apyrum 3aboneBaHnAaM

Pe3ynbTaTbl reHETUYECKOro TECTUPOBAHUA NaUUeHTa

leHoTun | Bhuma-

Monumopdusm nauvental e KommenTapuii

NR3C1: 1220 A=G (N363S) AA Bes ocobeHHocTeN
(T NHOKOKOPTUKOWAHBIN peLenTop,

peLenTop rNKKaroHa)

ADRB2: A=G (Arg16Gly) (Adrenerqgic GG V' |MeTaBonuyeckuii cUHAPOM
beta-2- receptor) OR=1,83

NPY: A=G (Leu7Pro) (Heipanentua Y, AA Bes ocobeHHocTeN
npenpoHenponenTua)

FTO: T=A(IVS1) (fat mass and obesity TA v/ |Ouadet |l Tuna OR=1.3
associated gene) CKMOHHOCTb K 03UPEHUID

PPARG: 34 C=G (Pro12Ala) cC Bes ocobeHHocTel
(Pergxisome proliferator-activated

receptor-gamma)

3aknyeHue No pesynbTaTam TECTUPOBAHUA:

WmeeTca npelpacrnonoXeHHOCTb K OXWpeHuio. [oBbilleH pUCK  pa3sBuTvA
MeTabonnyecKoro CMHApoma.

MpakTnyeckue pekomeHaaumu:




Ucnoab3yemMblil OMoMarepuaJl

& m'"( TEXHOﬂﬂr“ﬂ
\ uuuuuuuuuuuuuuuuuuuuuuuuuu

B ka>kgon comMaTU4ecKomn KIeTke 3akioYeH MornHbIv TeHOM

opraHm3ma

* Kposb ¢ O TA

Cpasy nocne B3sTUs1 KPOBU Npobupka AOMMKHA OblTb HECKOSbKO
pa3 nepeBepHyTa BBEPX OHOM, YTOObI KpOBb Nepemeluanachb c
aHTMKOArynsgHTOM, HaHECEHHbIM Ha CTeHKn npobupkn. B
npobupke He AOMKHO ObITb CryCTKOB.

IIpoOupku ¢ OuomarepuaioM T0JKHbI
XPaHUTBLCS B X0Ja0auJIbHuKe (+2 - +4°C)

Cpok xpanenus 24 yaca



JlJocTOBEpHOCTb U NONHOTA

v N\ IHK-
reHeTM4YecKomn MHcgpopmaumm Gttt

TOYHOCTbL onpeaeneHnsa reHoOTUNa
NPaKTU4eCKu

100%

* BpIicokasi aHAJIMTHYCCKAS YYBCTBUTECJIbHOCTD
 Boicokas aHAIMTHYECKAS CIICHUPUIHOTH
* TexHOIOrHYHOCTH NMPOBOAUMOI0 AHAJIU3A

21 Mawn, 2008



@ AHK-TEXHONOTUS

1acubo 3a aHUMaHue!




