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AKTYAJIbHOCTD TTPOBJIEM

BeHo3HbIe TPOMOO3BI 1 JIEro4Hasi SMOOJIUS SABISIOTCS BaKHOW TTPOOIEMO
COBPEMEHHOMN MEJIUIINHbBI, 3HAYEHUE KOTOPOH B MPAKTUKE BPAYEU PA3TIUUHbBIX
CIIELIUATIbHOCTEU TPYIHO MEPEOLIEHUTD.
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1.Uccnenosarp
OCHOBHBIEC T€HETUYECKHUE (DAKTOPHI

pa3BUTHUS TPOMOO3a

2.OCBOHUTH METOABI MOJICKYJISIPHO-
Fr€HETUUYECKON TUAarHOCTUKU
HACJIEJICTBEHHOU
IIPEAPACIOI0KEHHOCTH.




HAUBOJIEE PACITPOCTPAHEHHBIE 'EHHBIE MAPKEPDI
HACJIEACTBEHHbBIX TPOMBODNJINI

Metuaenrerparuapogonarpenykraza (MTHEFR)

SBJISIETCS KJTFOYEBBIM 3BEHOM (DOJIATHOTO IIMKJIA U KaTaJU3UPyeT
pEaKIMIo MpeBpaleHUs] TOMOIIUCTENHA B METUOHHUH. 3aMeHa
[IUTO3MHA HA TUMUH B 677 MOJIOKEHUH NPUBOIUT K CHUKECHUIO
(YHKIIMOHAIBHON aKTUBHOCTH epmeHTa 110 35% OT cpeiHero

3HAYCHUA, UTO ABJISACTCIA HpH‘IHHOﬁ IMTOBBIIMMCHHOTO YPOBHA

roMonrCTCHHA KPpOBH.

[[eH MTHFR

J1OKalmn3oBaH
Ha XpomMoCcOoMe

1p36.3

-
-
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The MTHFR gene is located on the short (p) arm of chromosome 1 at position 36.3.

More precisely, the MTHFR gene is located from base pair 11,769,246 to base pair 11,788,568 on
chromosome 1.
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HAUBOJIEE PACIIROCTPAHEHHLIE 'EHHB

HACJIEACTBEHHBIX TPOMBO®
st ’

dakrop Jenaena (FV)
MPOUCXOAUT 3aME€Ha aprMHUHA HA IIIyTaMUH B o3uiuu 506
B OEJIKOBOM 1IETH, SABJISIONICHCS TPOYKTOM r'eHa V
(hakTOpa CBEpTHIBAHUS KPOBU. MyTalusi MPUBOIUT K
yCTOMYMBOCTU (PaKkToOpa K OMHOMY U3 TJIaBHBIX
(hM3HOJIOTHYECKUX aHTUKOATYJISTHTOB — aKTUBUPOBAHHOMY
nporeuny C.

Jlokaauzanus
reHa HA

XpoMocoMme —
1q24.2
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HAI/IBOIIEE PACHPOCTPAHEHHI)IE FEHHI)IE MAPKEPI)I
HACi'?lEI[CTBEHHBIX TPOMB DP]

aah

IporpomoOusn (F2)
red F2 xoaupyeTt 0e0k mpoTpoOMOUH, KOTOPKIN SBISETCS
OJTHUM W3 IJIaBHBIX (PAKTOPOB CUCTEMBbI CBEPTHIBAHUS.

‘ 3aMeHa ryaHrHa Ha ajicHuH B no3unnu 20210 npuBoaut k
‘{", MOBBIIICHUIO B 1,5-2 paza KoJIMYeCTBAa XUMUYECKU
B
P i HOPMaJIbHOTO TPOTPOMOMHA.
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NpoTpombuH

Nokanusauus
reHa Ha
XpomMocome -
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TpombokuHasa
Ca2+
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" »"}) BBIAEJIEHUE JHK

Boprekc Microspin enrpudyra MiniSpin 1o 12@0’ _
€pIIOTENIbHBIN TEPMOCTAT 7110 2000 06/MuH s . .



[TOIANMEPA3HAS I lEHH
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[TonmumepasHas nenHas

peakius (I1LP) —
BKCIIEPUMEHTAJIbHBIN

METOJl MOJICKYJIIPHO OHMOIOTHH,
TMO3BOJIAIONINI TOOUTHCS
3HAYUTEJIBHOTO YBEJINYECHUS MaJIbIX
KOHIICHTPALIUN ONPEACIIEHHBIX

(parMEeHTOB HYKJICMHOBON KUCJIOTHI
”1 (JIHK) B OnonoruueckoM marepuale.
. TILIP 6bu1a oTKpHITa B Hadane 1970-x
I'T. HOpBeXKCKNM yueHbIM K. Kremnrre.

Buoss TP Oblna oTkpeiTa B 1983 1. K.

Mioaaucom.
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active-center cleft

fcenter cleft

20 channel
4

exit channel

a,BblaereHH !
5HOW BakTepun -
Thermus aquaticus

20 channel
K

exit channel
RPB2
flap
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% [IPOBEJIEHUE
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* [ToaroroBuTh peareHThl. B mycToii anneniopd Hanuth 17, 5 MK

paz0aBuTENs;

® Jlo6aBUTH 2,5 MKJI. p€aKIIMOHHON CMECH ;
* Ocanuth Ha BopTekce Taq-moaumMepasy, 100aBUTh 0.2 MKII;
* Bcé€ nepememath Ha BopTekce. Jlo0aBuTh 1 Kario MUHEpaIbHOIO Macia;

* OtoOpars SMki. rorooit JIHK. KopoTko ocaiuTh Ha BOpTEKCE;
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OJIYUYUMBHINCCS CHUMKHE













