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180014 «[lonumopdusmbl B reHax, Koaupylwmux MnasmeHHble daKTopbl
ceepTbiBaHnA KpoBu F2 (20210 G>A), F5 (R534Q G>A), F7 (R353Q, G>A),FGB
(455G>A),SERPINE 1 (-675,5G>4G).

O6Lue NOHATUA reHeTUKN
EHK = NONMMePHad MOJ1eKyJa, COCTOALLaA 13 NOCed0BaTe/IbHOCTU HYKNeOoTnAOB, O6€Cﬂel-IMBaPOLLJ,aﬂ XpaHeHne 1 nepe-
Layy 13 NMOKOJIEHNA B MOKOIeHWe reHeTnyYecKom I/IHCi)OpMaLI,I/II/I.

HYKJIEOTUL — CTpyKTYpHas eanHULA HyKNenHOBbIX KNCIOT. B cocTas [IHK BXOAAT 4 HyKNeoTvAaa: aieHWH — A, TUMUH — T,
ryaHuH — G, umtosnH — C.

['EH — yuacTok monekysbl [IHK, HecyLmin UenocTHyio MHGOPMALIMIO O CYHTE3€e ONPEeAeNeHHOro NMPOAYKTa (Yalle Bcero - 6eska).

FTEHETUYECKNN KOL — CBOWNCTBEHHbI BCEM MMBbIM OPraHy3mMam crnocob KOAWPOBAHWSA aMUHOKUCIIOTHOM NOCNeao-
BaTeNbHOCTM GEeNKOB NPY MOMOLLM NOCNEA0BATENbHOCTU HYKNEOTUAOB; KOM, CBA3bIBAIOWMIA KOMOVHALIMIO 13 TPeX, pac-
NONOMKEHHbIX NOAPAL HYK/1EOTNAOB C ONpeaeneHHON aMUHOKUCIOTON.

MHdbopmauma o nopsaake aMMHOKUCNOT B Oefke 3aKOAUPOBaHa MOCe0BaTeNIbHOCTLIO HYKNIeOTUAOB B reHe. Kaxaomy
3 BO3MOXHbBIX COUETAHUI TPEX CMEXHbBIX HYKeOoTNA0B (TPUMNETOB) COOTBETCTBYET OAHA M3 aMUHOKUCIIOT UV CUMHaN
OCTaHOBKM CUHTE3a benka.

GCA AGA GAT AAT TGT ...
1 2 3 4 5

Nonumopdursmbl — BapunaHTbl nocneaoBatensHocTer AHK (oTnnuatowmeca apyr oT Apyra 3aMeHor OAHOrO HyKNeoTu-
[la Ha ApYron, U3MeHeHveM nopAaaKka HyKNeoTWAOB, BCTAaBKOW 1AM BbiNAAeHUEM OAHOMO UM HECKONbKUX HYKNeoT1IO0B),
BCTpeYatoLeca ¢ 4acTtoTom He MeHee 1% B nonynaymn.

OpHoHykneoTuaHbiv nonumopdusm (SNP) — nonvmopdrsm, Npy KOTOPOM BapmaHTbl nocnefoBatefibHocTel [1HK oT1-
NINYAIOTCA B KOHKPETHOM MeCTe NOCNeA0BATENBHOCTY MO OHOMY HYK1eoTUaY.

Monnmopodunsm B yuyactke monekynbl IHK, Hecywem reHeTuyecKyto nHpopMaLuio (reHe), MoXKeT U3MEeHUTb
nocnefoBaTe/ibHOCTb aMUHOKUCIOT 6esika, N3MEHMB NPV STOM CBONCTBA 6e/1Ka, UTO MOXKET OTPa3UTbCA Ha
ero GbyHKUMN.



Monvmop®dram B yuyacTkax Monekynbl [IHK, perynvpyoLuyx akTuBHOCTb reHOB, MOXKET, He MeHAsS CBOCTB Oenka, U3MEeHUTb
€ro KONMUYECTBO, YTO MOXKET OTPA3UTLCA Ha ero GYHKLMN.

MNonumopdHble reHbl — reHbl, NPeCTaBAEHHbIE B MONYAALMM HECKObKUMIN BapUaHTaMM (@nienamu).

Annenu — paznuyHble GOPMbl OIHOTO U TOTO XKe reHa, PacroNOXeHHbIe B OIVHAKOBBIX YYaCTKax OfJHOM Mapbl XPOMOCOM,
KOTOPbIE PAa3NYAIOTCA MO HYKNEOTUAHOW NOCNe0BaTENbHOCTY.

B 3aBUCMMOCTM OT YHaC/IeAOBAHHbIX anneneil BO3MOXKHO roMO3UroTHoe (ot o06oux poautenen yHacnego-
BaHbl OANHAKOBbIE afyieNiv) UM reTepo3nroTHoe (OT OTLA U MaTepun yHac/leAoBaHbl pa3Hblie annenu) co-
CTOAiHME OpraHu3sma.

loMo31roTHoe cocTosiHME — Hanuue ABYX OVIHAKOBbIX annenei (BapuaHToB) OHOIO 1 TOro e nonMmopdrsma.

[eTepo3uroTHoe cocToAaHMe — HanMyme PasHbix annener (BapraHToB) OAHOMO 1 TOTO e NOMMOPdL3Ma.

BHUmaHue!

MynbTudakTopHble 3a6oneBaHna - 3a00NeBaHNA, PA3BMBAIOLWMECA NPU HANUUMK FTeHeTUYECKOW NpeapacnonoXeH-
HOCTW 1 AencTBuM GaKTOPOB BHELLIHEW cpefibl.

O6Hapy»KeHre  reHeTu4Yecknx ocobeHHOCTell opraHW3ma B BUJE BbIABJIEHHbIX annenem pucka
He O3HayaeT Hann4ynA 3aboneBaHUA UK ero o6a3aTeslbHOro BO3HNKHOBEHUA.

Pe3yﬂbTaT reHeTn4yeCcKoro nccieoBaHnA Tp66y€T KOHCYNbTaUnK Bpada-reHeTrKa nin Bawero Niedaulero Bpada ana pe-
LeHrA BOMNpoCa O BO3MOXHOM AOMOSTHNTETbHOM O6CﬂeﬂOBaHI/II/I, Ha3Ha4YeHun Tepanvn nnmn I'IpOCI)I/IJ'IaKTI/IL—IeCKI/IX Mepo-
MPUATUAX.

Kak «yntaTtb» pe3ynbTaT reHeTu4YecKkoro mccnep,OBava?

B nesom CTOJ'I6LJ,€ B rpad)e «MapamMeTp» yKasaH aHanm3|/1pyeMb||7| I'IOJ'II/IMOpd)I/I?)M, Ha3BaHME reHa, y4aCToK 3aMeHbl.

B cpeaHem cTonbue B rpade «pe3ynbraT» yKasaH reHoTUN naumeHTa.

Mapametp Pesynbrar PedepeHcHble 3HaueHuA

Ha3BaHwue nccnegosaHys [oTOB

Ha3BaHue reHa, y4acToK 3aMeHbl HyKeoTnaa, 0bo3HavueHe no

GA YacTbin reHotin B nonynAaumn - GG
pedepeHCHOMY CUKBEHCY UenoBeka (rs)

KommeHTapuin naboparopum
[nAa nHTepnpeTaummn pesynsTatoB UCCNeAoBaHNA HEOOXOAVIMA KOHCYNBTaLMA Bpava crielmanira.

Kak noHumaTb pesynbTaT uccnefoBaHus:
[eHOTMN O6CNeayemoro

N
G/G ( G/A ) A/A

Be3 ocobeHHoCTeN. Annenu pucka He | Annenb pucKa NPUCYTCTBYeT B reTepo- | Annenb pycka NpUCyTCTBYET B FOMO3UIOTHOM
BbIABEHDI. 3UFOTHOM COCTOAHMN. COCTOAHUMN.




MHTEpﬂpETaLWIﬂ NoJiydYeHHbIX pe3yJsibTaTOB reHeTN4eCKoro ncaienoBaHuA
B 3aBNCMMOCTM OT reHOTUMNa NnauneHTa

180014

«Monumopdusmbl B

reHax,

KOAUpyLWMUX niasmMeHHble ¢aKTopbl

cBepTbiBaHuA Kposu F2 (20210 G>A), F5 (R534Q G>A), F7 (R353Q, G>A),FGB
(455G>A),SERPINE 1 (-675,5G>4G).

Korga pekomMeHOOBaHO uccnegoBaHue:

1. Ha3HaueHMe neyallero Bpava.

2. BeHo3Hble Tpomboambonmueckne ocnoxHeHns (BT20) B Bo3pacTe 10 30 neT.

3. BT20 Ha ¢poHe bepeMeHHOCTH, TOPMOHANbHON KOHTPAaLEeNUM 1 FOPMOHO3aMEeCTUTENbHOW Tepanin ([3T).

4. ToBepXHOCTHbIN TPOMOOGNEOUT B OTCYTCTBME BAPUKO3HOTO M3MEHEHUA BEH.

5. OTAroleHHbI cemeliHbli aHamHe3: BT20, npousolleatine y 6nm13Knx poaCTBEHHWKOB B BO3pacTe 40 50 neT.

6. OueHka pucka BT20 nepes HazHauyeHWEM KOMOMHUPOBAHHbBIX OPasibHbIX KOHTPALIENTUBOB.

F2 (20210 G>A), rs1799963 reH npoTpom6u1Ha
MpoTpomOuH — GakTop Il CBepTbIBaHNA KPOBW, ABNAETCA NPeaLIeCTBEHHVKOM TPOMOVHA.
Hanuune annenen prcka NPYBOAUT K MOBbILIEHNIO YPOBHSA NPOTPOMOMHA B Miasme Kposw B 1,5-2 pa3a

BbifiBNIeHHbI reHOTUN 06CneayeMoro ykasaH B rpade «pesynbtaT» B 61aHKe naboparopuun.
Hanuune anneneii pucka TpebyeT KOHCYNbTaLMM Nleyallero Bpaya uim Bpaya- reHeTukal

G/G
(yacTbiii reHOTMN B NONYyNALNN)

G/A

A/A

be3 ocobeHHoCTEN. Annenn prcka He
BblABSIEHbI.

Annenb pucka MpPUCYTCTBYeT B reTe-
PO3WrOTHOM  COCTOAHMM.  [1OBbILLEH
PUCK Pa3BMUTUA TPOMOO30B U MHBAPKTa
M1OKapaa B Bo3pacTe Ao 50 net. Puck
TPOMOO30B MHOFOKPaTHO BO3pacTaeT
B COYETaHWM C NPUEMOM KOMOUHNPO-
BaHHbIX OpanbHbIX KOHTPALENTVBOB
(KOK) 1 KypeHunem. Bblcokmin puck
TpOMO030B MpW CoueTaHUn C Hebnaro-
NPVATHBIM NONMMOP®U3MOM B reHe F5.

Annenb pucka NpUCyTCTBYEeT B FOMO-
3UFOTHOM COCTOAHWM. BbICOKMIA pUCK
Pa3BUTUA BEHO3HBbIX TPOMOO30B ¥
MHAPKTa MUOKapAa B MOSOOM BO3-
pacTe. PNCK MHOTOKPAaTHO BO3pacTaeT
B COYETaHWM C NMPUeMoM KOMOUHMPO-
BAaHHBIX  OPaJIbHbIX  KOHTPALEMNTVBOB
(KOK), kypeHmem, npu bepeMeHHOCTY,
npY HanWuMKM  HeONAronpUATHBIX MO-
NMMOPOU3MOB APYrVX TeHOB CUCTEMbI
CBepTbiBaHMIA. [OBbIlEH PUCK NoTepK
SMOPMOHA Ha PaHHMX CpOKax bepe-
MEHHOCTM 1 nnoja Bo Il TpumecTpe.

F7 (R353Q, G>A),rs6046 reH ¢paktopa cBepTbiBaHuA VI
MakTop cBepTbiBaHMA VIl B3anmoaencTeyeT ¢ dakTopamu IX 1 X Npu 3amycke Kackaa CBEPTbIBAHWUA KPOBM.

Hanwune npoTekTMBHOIO annens A NPUBOAUT K CHKEHMIO KOHLEHTPaLMW dakTopa VII B KDOBK, K CHUMXEHMIO pUCKa
Pa3BUTUA TPOMBO30B 1 MHbAPKTa MMOKAPAa Aae NPK HanMumMM aTeEPOCKIepOo3a.

BbisiBNEHHbI reHOTWN 06CNiefyeMoro yKasaH B rpade «pesynbraT» B 611aHKe nabopatopuu.
Hanuune anneneii pucka TpebyeT KOHCYNbTaLMM Jleyallero Bpaya Uim Bpaya- reHeTukal

G/G
(4acTbI reHOTUN B NOMYNALMN)

G/A

be3 ocobeHHoCTEN. Annenn prcka He
BbIAB/IEHDI.

[MpOTEKTUBHDBIA anfenb MPUCYTCTBYET
B reTepO3nroTHOM COCTOAHUM. Yme-
PEHHOE CHWKEHMe PUCKa TPOMOO30B,
ecnn OTCYTCTBYIOT HebnaronpuATHble
nonumopduamsl F2 1 F5 1 apyrie Hesa-
BUCMbIE GAKTOPbI PUCKA.

[pOTEKTUBHbI annesb NPUCYTCTBYET B
FOMO3UIOTHOM COCTOAHUN. CHIXKEHNE
PVICKa BEHO3HbIX TPOMOO30B, ABYKpaT-
HOE CHWXEeHWe pUCKa Pa3BUTUA WH-
dapkTa Mm1oKapaa, ecsn OTCYTCTBYIOT
HebnaronpusATHele nonuMopdu3ambl F2
n F5 n opyrie HezaBucKMble GakTopbI
pucka.




F5 ¢akTop JlenpeHa (R534Q G>A), rs6025 reH ¢pakTtopa V cBepTbiBaHUA KPOBM
AKTVBMPOBAHHbIV GakTop V BXOAWT B COCTaB MPOTPOMOMHA3HOrO KOMMMAEKCa, OCYLECTBAAIOLErO NpeBpaLleHie Npo-
TPOMOVHA B TOOMOWH.

Hanuune annens pycka NpUBOAUT K YCTOMYMBOCTU GakTopa CBEPTbIBaHWA V K AENCTBUIO aKTUBUPOBAHHOIO MPOTEVHA
C. O6bluHO (MpV OTCYTCTBUM annenen prUcka) akTMBMPOBaHHbIN NpoTenH C HeTpanvsyeT dakTopsl Va 1 Villa, npekpa-

las obpaszoBaHvie GrbpuHa 1 NPEnATCTBYA M3ObITOUHON KOAryAsLMN.

BbisiBNeHHbIN reHoTUN 06CneayemMoro ykasaH B rpade «pesynbrart» B 6naHKe nabopaTtopum.
Hanuuwne annenein pucka TpebyeT KOHCynbTaL My fleyallero Bpaya uiv Bpaya- reHeTumKal

G/G
(yacTbii reHOTMN B MONyNALNN)

G/A

A/A

be3 ocobeHHoCTEN. Annenn prcka He
BbIAB/IEHDI.

Annenb pycka NpPUCyTCTBYeT B reTepo-
3UrOTHOM COCTOAHMW. [TOBbILLIEH PUCK
Pa3BUTUA BEHO3HbIX TPOMOO30B. PUCK
BO3pacTaeT Mpv  KypeHuu, nprieme
KOHTPALEMNTVBOB, Hanuumm Hebnaro-
NPUATHOIO NoNMMopdK3ma B reHe F2.

Annenb pucka NpUCyTCTBYET B TOMO-
3UrOTHOM COCTOAHWUK. BbiCOKMIM  purcK
Pa3BUTUA BEHO3HbIX TPOMOO30B. PucK
BO3pacTaeT MpW KypeHuW, npreme
KOHTPaLEenT1BOB, COUeTaHUn C Hebna-
rONPUATHBIM NONMMOPOU3MOM B reHe
F2. ToBbIWEHHbIN PUCK OTC/IOVIKIA HOP-
ManbHO  PaCMONOXKEHHOW  MALIEHTH,
PA3BUTUNA aKYLLEPCKUX OCTIOKHEHNI.

6viHa TpaHchopMUpyeTCs B GUOPVIH.

FGB (455G>A), rs1800790 reH ¢pnbprHoreHa
DrbpUHOreH — LMPKYIMPYIOLWWIA B Nia3me 6eNoK, NPy akTUBALIMM KacKala CBEPThIBAHWA KPOBW MOJ, AENCTBUEM TPOM-

BbifBNIeHHbI FeHOTUN 06CNeayeMoro ykasaH B rpade «pesynbtaT» B 6naHKe naboparopun.
Hanuune anneneii pucka TpebyeT KOHCYNbTaLMM Sleyallero Bpaya Uim Bpava- reHeTukal

G/G
(yacTbii reHOTMN B NONynALMN)

G/A

A/A

be3 ocobeHHoCTeN. Annenv pucka He
BbIABSIEHbI.

Annenb prUcka NpUCYTCTBYET B reTepo-
3MrOTHOM COCTOAHMN. Hebonbloe NOBbI-
leHne ypoBHA GUOPUHOreHa B KpPOBMW.
YMEPEHHO MOBBILLEHHbIN PUCK MHbapP-
KTa MMOKapada 1 NHCYNbTa. PUCK MHCYNb-
Ta BO3pacTaeT Npu nosbitleHHoM A/l

Annenb pucka NpuCyTCTBYET B FOMO3M-
FOTHOM COCTOAHUM. [TOBbILLEHHbIN PUCK
NWEMNYECKOrO WK reMoppariyecko-
ro  WHCYNbTa, MHGAPKTa MMOKapaa,
BEHO3HbIX TPOMOO30B. PWCK MHCYNbTa
BO3pacTaeT Npu NoBbieHHOM ALl

HOCTW KPOBWI.

SERPINE 1 (PAI-1) (-675,5G>4G), rs 1799768 reH NHrnbmutopa akTneaTopa nyiasMmnHoreHa

|/|HI'I/I6I/ITOp dKTMBATOPa rMjiasMmnMHOreHa — Ll'eHTpaJ'IbeIVI KOMMOHEHT CNCTEMDbI CI)I/I6pI/IHOJ'II/I3a, NrPaeT CyWeCTBEHHYIO
POJ1b B npouecce MMrulaHTay niogHoro FII;ILLa.

Hanuune annens PUCKa NPMBOANT K MOBbILUEHHOMY YOOBHIO MJ1a3MNHOITEHa 1 CHUXKEHWNIO (1)I/I6pI/IHOJ'IMTI/Il-IECKOI7I akKTnB-

BbifABNeHHbIN reHOTUN 06C/iefyeMoro yka3saH B rpade «pesynbrat» B 65aHKe nabopatopun.
Hanwuuwue annenein pucka TpebyeT KOHCYNbTaL M JIeYallero Bpaya uin Bpayva- reHeTumKal

5G/5G

5G/4G
(4acTbIi reHOTUN B MOMYNALN)

4G/4G

be3 ocobeHHoCTEN. Annenn prcka He
BbIAB/EHDI.

Annenb pycka NPUCYTCTBYET B reTepo-
3UFOTHOM COCTOAHMW. YMEpPEeHHO Mo-
BbILUEHHbIA PUCK TPOMOO3a ryOoKIMX
BeH, VMHbapKTa MUOKapAa, MMMoTpo-
dbum nnopa.

Annenb pyUcKa NPUCYTCTBYET B TOMO-
3UTOTHOM COCTOSAHUW.  [1OBbILLEHHbIN
PWCK BEHO3HbBIX 11 apTepyanbHbIX TPOM-
60308, Pa3BUTKA reCTO3a, MNOTPOhUM
nnoaa.

BHumaHwme: ana nonyueHuns 6onee noapobHoM MHGopMaLMM N MHAVBUAYANbHbIX PEKOMEHAALINA HEOOXOAMMO 3aKa3aTb
JOMOMNHUTENbHO YCNYry «3akioueHre Bpada-reHeTnka K ycnyre «[1onmmopdramMbl B reHax, KOAMPYIOWMX nia3MeHHble
dakTopbl cBepThIBaHNUAY (koA ycnyru 181014). www.cmd-online.ru



