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B nanHO# cTaThbe ONMHCAHO Mcciel0BaHHe, O0HAPY:KHBIIEEe CKPBITYI0 CKJIOHHOCTHL K TPOM0000pa3oBaHUIO Y
001bHBIX remo(puameil. YUYHUThIBas 3HAYUTEJIbHO BO3poOcCIIee KOJINYECTBO ONEPATHBHBIX BMeEIIATENbCTB Y
JaHHOI KaTeropuu O0OJILHBLIX M ONMHMCAHHBbIEC B JUTepaType cIy4an TPoMO030B y 00JbLHBIX remoduaueii A u B,
OblT  paccMOTpeHbl (aKTOpbl pHCKa TPOMOOIMOOIMYECKHX OCJHO0KHEHHl Yy OO0JBHBIX € BPOKICHHBIMH
HapyUIEHUsIMH CBePThIBAeMOCTH KpoBH. B Xxome wuccienoBaHusi ObLIO YCTAHOBJEHO, 4YTO Yy O0JBHBIX
reMopuineii, nmepeHecHINX ONEPATHBHOEC BMELIATEIbCTBO, OTMEYAITCH BBICOKHI YPOBeHb TPOMOMHEMUH,
0TPaKAI0IIHII HATHYHE MPOLECCOB TNNMEePKOATyIS U, H HecOAIAHCHPOBAHHOCTh AHTHKOATYJISIHTHOTO 3BeHA 110
cucreme nporenna C. Ilokazano, 4To y 00JbHBIX reModuineil B ANTalicKOM Kpae 0TMe4aeTcsl BbICOKAsl 4acTOTa
BCTPEYAEMOCTH MYTAIMI W NOJMMOP(H3IMOB B TeHAX CHCTEMBbI reMoCTa3a, KOTOPble CBHAETEIbCTBYHOT 0O
NMPeAPacnoI0KeHHOCTH K TpoMOoduanmdeckuM cocTogsHUsIM. COBOKYIHOCTh NMOJTY4YE€HHBIX NAHHBIX MO3BOJsSET
TOBOPHTH 0 BEICOKOM TPOMOOT€HHOM MOTEHINAJIe CHCTEMbI KPOBH B KOTopTe 00C1eJ0BAHHBIX 00JIbHBIX.
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This article describes a study that found a hidderpropensity for thrombogenesis in patients with hemphilia.
Taking into account the significantly increased nurher of surgical interventions in this category of ptients and
described in literature cases of thrombosis in patints with hemophilia A and B, were considered riskactors for
thromboembolic complications in patients with congaital bleeding disorders. During the research it s found
that in patients with hemophilia who underwent surgry, there is a high level of thrombinemia represeiing the
processes of hypercoagulation, and unbalanced amiagulant part of system protein C. It is shown thatin
patients with hemophilia in the Altai region thereis a high incidence of mutations and polymorphismén the
genes of the hemostatic system, which indicate prisgosition to thrombophilic status. The obtained dta allows
to speak about high thrombogenic potential of bloodystem in the cohort of examined patients.
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[Tocneoneparnmonnpie TPOMOOIMOOIMYECKHUE OCIOKHEHUS SIBISIOTCS HamOoJee OMmacHbIMU
JUISL JKM3HU OOJIBHOTO, TOATOMY TIpoOsiemMa TOBBIMICHUS 3(PGEKTUBHOCTH HX MNPOPUIAKTUKH
OCTaeTCs aKTyaJdbHOW 10 HacTosero Bpemenu [2]. JlroOoe omepaTMBHOE BMEMIATEIHLCTBO
yCYTYOJISIeT TUIIEPKOATYJISIIUOHHYIO PEAaKIHI0 B CUCTEME T'eéMOCTa3a, B TOM YHCIIe U Yy OOJIbHBIX C
BPOKJCHHBIMUA HApYIICHUSIMHU CBEPTHIBAEMOCTH KpPOBH, TaKMX Kak remodunus u OO0JIe3Hb
Buinebpanna.

B Hacrosiiee Bpemsi 3HAYUTEIHHO YBEIUYHIOCH KOJIMYECTBO ONEPATUBHBIX BMEIIATEIBCTB Y

OOJIBHBIX C BPOKJICHHBIMHU HapyUICHUSMHU CBEPThIBaeMOCTH KpoBu. [Ipu Hamuunu 3¢ PeKTuBHBIX U



0e30MacHBIX KOHIIEHTPATOB  ()aKTOPOB CBEPTHIBAHHS KPOBU ONEpAIMH SHIOMPOTE3UPOBAHUS
KPYIHBIX CYCTAaBOB SIBIISIFOTCSI YacTO BBHITIONHSEMBIMH OTEpAlMsIMU y TAlUEHTOB, CTPAJAOIIUX
reModuineil U XpoOHUYecKol reMopuimieckoi aprponaruei [1,4].

HccnenoBanust  KpyMHBIX — 3apyOeKHBIX  MEIUIIMHCKHX IIEHTPOB  IIOKa3bIBAIOT, YTO
CYOKJIMHMYECKUH TPOMOO3 TIIyOOKHX BEH BCTpEUYaeTCs MpHU TeMO(IINK y TAIMEHTOB, MEPEHECITNX
Cephe3HbIC OpTOIEAMUYECKUE omepaiuu. Tak, B paborax Pocoski J., Ma A., Kessler CCIUA,
Vuusepcuter Hpro-/Ixepcu) mnokazano 4.4 % ciydaeB BEHO3HBIX TPOMOO30B B TOMYJISLUH
oonpHbIx remoduimeii B CIIIA [10]. UccnenoBanus B benbruiickom YuuBepcurere Karomuka
JlroBreHa oy pykoBojsicTBOM n-pa C. HermanseisiBunu cyOKIMHUYECKAN TPOMOO3 TIIYOOKHUX BEH
y 10 %0o0nbHBIX TeMODUIIHECH, IEPEHECIITNX CEPhE3HbIC OpToNearnueckue oneparuu [8]. B paborax
n-pa Girolami A. onmcaHbl CBUAETENBCTBA CMEPTEINBHBIX CIy4aeB OOJBHBIX TreModuined ot
TpoMO03MOoHH Jerounoit aprepun (TDJIA) u ocrporo uHdapkra Mmuokapa [7].

HecmoTps Ha omacenus, 4to ¢dapMakojJoruyeckas TPpoMOONpOPHUIaAKTHKA MOXKET YCHUIUTh
KpOBOTECUCHHE, HEKOTOphIE  MAMEHTH  MOJy4Yald  Takyld  TPOMOONPOPWIAKTHKY B
MOCJICONEPAIIMOHHOM TIepro/ie (MCIOIB30BAJICS Mpenapar HokcamnapuH) [9].

B psime MCTOYHWKOB OTMEYAETCsl, YTO MYTAallMH M TOJIMMOP(HU3MBI B CHCTEME IeMOCTa3a,
aCCOIMHPYIOUIHECS C TIOBBIMICHHBIM PUCKOM BO3HUKHOBEHHUSI TPOMOO30B, BCTPEUAIOTCS Y OOIBHBIX
reModuineii ¢ OONbIICH YacTOTOH MO CPABHEHUIO C 00IIIeH momynsiuei [3].

Llesb 7aHHOTO MCCIEIOBaHMS — BBISIBIIEHUE CKJIOHHOCTH K TPOMOOOOPa30BaHUIO Y OOJIBHBIX
remopuiareil B ANTaliCKOM Kpae, H3y4YeHHE PaclpOCTPAHCHHOCTH TOJUMOP(PU3ZMOB CHCTEMBI
reMocrtasa kak ¢akTopa TpOMOOTEHHOT'O PUCKA B TAHHOW TpyIIe OOJbHBIX.

MarepuaJjbl 1 METOABI

B uccrnenoBanum npuHsuin yyactue 48 mainueHToB, M3 HHX OONBHBIX remoduiuueit A 29
MyX4nH, 17MyxduH 00apHBIX TemModmmmeit B, 1 xenmmnaa 6onbHas remodunueit B, 1 xenmmHa
6onpHas remodrineit C. Bece GosbHBIE COCTOSIN HA TUCTTAaHCEpPHOM ydeTe B nonukinanke KI'bY3
«AnTaiickasi KpaeBas KIMHUYECKas OONbHUIA». BONBIIMHCTBO OONBHBIX CTpafanud reModuimen
TsoKenon creneHu Tskectu (73 %), Takke BeTpeuanuch OosibHbIe ¢ Jierkoit (11 %)u cpeaneii (16
%) crencupio TsoKecTH. CpemHuii  Bo3pacT 0OJbHBIX cocTtaBuin 34,7 + 6,7roma. 14 60nbHBIX
reMopuIMii TMOABEPIIUCh omepatuBHoMy BMemaTenbcTBY B KI'BY3 «Anraiickas kpaeas
KIIMHUYecKas: OONBbHUIIA». - B 8 claydyasX BBIOJIHSJIOCH DHIOMPOTE3UPOBAHNE CYCTaBOB, a4 TAKXKe
JaMapoTOMHUsI C pe3eKIMel KUPOBBIX MMOIBECKOB ToJicTol Kuiuku (1 ciryuait), ynanenue mumomsl (1
citydaii), McceYeHne OpraHM30BaBIICHCS reMaTOMbI IpaBoit rojenn (1 cinydait), 1eKoMIpeccHBHAs
TpemaHalus 4epena ¢ yaaacHueM cydaypanbHoi remarombl (1 ciydaii), KOppeKius SKBHHYCHOM
ycraHoBKH crombl (1 ciryyait), mpoTe3upoBanue MUTpasibHOTO Kianana (1 ciaydait). Bcem 0onbHBIM

MNPOBCACHO Pa3BCPHYTOC HCCICAOBAHUC CUCTECMbI T'€MOCTa3a Ha Oaze na6opaTopHH reMmocrasa



KI'bY3 «Anraiickas kpaeBasi KIMHUYECKass OOJBHUIIA», B TOM YHCIIC OIIEHKA YPOBHS PACTBOPHUMBIX
¢ubpuH-MoHOMepHBIX KoMIulekcoB (POMK) B mmasme — opTo-()eHAHTPOIMHOBBIM METOIOM,
ompezenenue ypoBHei D-mumepos, ¢ubOpunorena, ¢-pa BumneOpanpma, wuccnemoBanue Xlla
3aBUCUMOTO (UOpHHONMM3a, aKTUBHOCTH aHTUTpoMOuHa |l nu mporenHa C, a Takxe
OO0IIeKoaryISIIIUOHHBIE TECTHI. VcciieoBaHusT MPOBOJMIMCH Ha T€MATOJIOTUYECKOM aHaJIn3aTope
«MEK 7222» fipousBogurenr Nihon Kohden, fnonus), onTuueckoM aBTOMAaTHUYECKOM
koaryimomerpe <« CA-1500» f(ipousBoautens «Sysmex Corporation»Anonus), onTudeckuii
arperometp «490-4D>» fipoussoaurens «Chronolog CorporationI11A).

Bcem 601pHBIM TeMOduIINEi OBUIO TPOBEACHO MOJICKYISPHO-TCHETHYECKOE TECTHPOBAHUE
Ha BBISIBJICHHE MYTallMid B T€HAaX CHCTEMBI IeéMOCTa3a M CUCTEMBI (DOJIATHOTO IMKJIA, KOTOPOE
BhIMONHsATIOCH MeTogoMm IILIP u Bkirodano mcciepoBaHue MOIUMOpP(GU3MOB TeHOB: dakTopa V
(MyTanus FVLeiden G1691A), IpOTpOMOHHA - FI1(G20210 IA),
metuiaeHTerparuapodonarpeaykrassl — MTHFR  (C677/T; A1298/C), MeTHOHHUH-CHHTA3bI
penykrazsl MTRR (A66/G), uarudutopa aktuBaropa miasmuHorena - PAI-1 (4G/5G), ITGA 2-
riukonporent (807C/T), ITGB 3 +nukonporeun (1565 TL), dpakropa | FGB (455G/A),bakTopa
ceepteiBanus VIl (10976 G/A), rena F13 (Val34Leu).HccrnenoBanne mpoBOIWIOCH Ha 0ase
naboparopun kamHUYeckor uMmyHosiorm U BUY KI'BY3 «Anraiickas kpaeBas KJIMHHYECKas
oonpHHIA». Beinenenne JTHK npoussoaunock ¢ momompio «I[IPOBA-PATTU/I-TEHETUKA», nns
aMITUUKAIIMY  UCIIONb30BANNUCh Habopsl peareHTOB «Kapnuol'enernka Tpombopmmusa» u
«["enernka Merabomusma donaros», (000 «HITO JIHK- Texuomorus», Poccus). MccnenoBanus
MIPOBOIMIIMCH Ha JeTeKTUpyomeM ammuiupukatope «J[T-96», OO0 «HIIO JHK- Texuomorus,
Poccust), METOIOM «KPHUBBIX TITABJICHUSY.

Pe3yabTaThl U 00Cy:KIeHUE

HccnenoBanne remocra3za y OOJBHBIX TreMo(duimel, He IMOJBEPraBIIMXCS ONEPATUBHOMY
BMEIIATENILCTBY, MPOBOJMIOCH B PaMKax aMOYJIaTOPHOTO KOHTPOJS MM B XOJE CTallMOHAPHOTO
KOHCEPBATHBHOTO JieUeHUs. Y OONbHBIX reModuived, TOABEPraBIINXCS ONEPATUBHOMY
BMEIIATENbCTBY, UCCIEIOBAHUE TEMOCTa3a MPOBOJMIIOCH B MOCIICONEPAlHOHHOM Tieproae (Ha 1-if,
3-it u 61 mHU Tocte orneparuu). [loaydeHHbIe pe3yIbTaThl IPUBEACHBI B CPABHUTEIbHOM Tab. 1.

Taoauma 1
N3menenuns remocrasza y 00JIbHBIX TeMOo(rinei

H3zmenenue zemocmaza | Cpeonee 3nauenue y | Cpeonee 3nauenue 6
He nooeepzasuiuxca | NOC1eonepayuoHHom | P
onepauuu 001bHbIX nepuooe
YpoBensn POMK, | 1,94+0,47 17,3+1,2 <0,001
mr/100ma
YposBensn D-numepa, | 106+11,7 873,8+111 <0,001




HIr/™MUI

YpoBennb ¢uépuHorena, | 2,8+0,8 4,9+0,23 <0,02
r/a

YpoBenb ¢akropa | 156,5+5,9 151,3+7,8 >0,05
Buaneopanaa, %

Xl a 3aBucuMblii | 14+1,6 29,515,2 <0,001
¢pudpuHOIM3, MUH

AKTHBHOCTH 96,3+2,4 100,4+3,7 >0,05
anTurpomouna lll, %

AKTHBHOCTH mporenna | 91+3,7 74,6+1,9 <0,001
C, %

VY Bcex 0OJBHBIX TeMO(DHINEH, MOABEPIIIMXCS onepaTuBHOMY BMemaTeasCTBy (10 60MbHBIX),
OTMEYaeTcsl Pe3KO BhIPKEHHAs! TPOMOMHEMHSI, MTPOSBIISIONIAsCS MOBbIIeHUeM ypoBHeit POMK (B
cpenaeM 1o 17.3)u pudpunorena (B cpennem mo 4.9), HapacraHuem KoHIEHTpauuu D-maumepon
(B cpemnem mo 873,8), oTpaxkalomMx B CyMME BBICOKYIO MHTCHCHBHOCTH IIPOIICCCOB
TpOMOMHOOPa30BaHUsl. AHTHKOATYJISIHTHOEC 3BEHO Yy OOJBHBIX IIOCIE OIEPATHBHOTO JICUCHHS
OKa3aJloch HapylIeHHbIM 110 cucteme npotenHa C (p<0,001).Bmecre ¢ TeM CHIKEHHE aKTHBHOCTH
antutpomOuHa |l Obuto OOHapykeHOo Hamu y aBouX OonbHBIX (B 1enoMm mo rpymnme p>0,05).
CpenHue 3HaueHHsI OCTAJIBHBIX IMOKAa3aTeNIel CHCTEMBI TeMOCTa3a OCTAINCh B TpeiesiaX HOPMBI,
XOTSl y 4acTH OOJIbHBIX OTMEUAIOCh IMOBBIIICHHE ypoBHs (hakropa Bummaeopanma y 7 (50 %)
OOJIHHBIX.

[Tony4yeHHble naHHblE Yy OONBHBIX TremMopwiIMel, HE MOJABEPraBIIUXCS OINEPATUBHOMY
BMEIIIATEIILCTBY, MOKa3biBaroT yraerenue Xlla 3aBucumoro ¢pubpuHoamsza (cpennee 3Hadenue 14
CEK), aKTUBHPYEMOI'O KOHTAaKTHBIMH (haKTOpaMH CBEPThIBAHUS BHYyTpeHHero mytu. CpenHue
3HA4YCHUsI OCTAJbHBIX IIOKa3aTeNell OKa3aJuch B IMpelesiax HOPMBI, XOTA Y 4YacTH OOJbHBIX
OTMEYallCh HapyIICHHs: TMOBBILIEHHE YpoBHs (hakTopoB BuineOpanma y 17 (48 %) 6onbHBIX,
HapymeHus akTuBHOCTH anTutpombuHa lll y 4(12 %)u nporenna C y 3(8 %)060abHBIX.

Llenpio creayromero srana HMCCICIOBAaHUS SIBISUIOCH ONpEACTICHHE BO3MOXHBIX (aKTOPOB
pHcKa BeHO3HBIX TpoM0030B U TDJIA y 60NBbHBIX C BPOKICHHBIMU HAPYIICHUSIMH CBEPTHIBAEMOCTH
kpoBu. ['‘eHermueckuii moaumopdus3M B CHCTEME TIe€MOCTa3a HE BCEr/la HMMEeT KIMHUYECKHE
MPOSIBJICHUSI, B TO JK€ BpEMs TMPOJEMOHCTPHUPOBAHA CBS3b AIHM30JI0B BEHO3HOrO Tpombo3a ¢
HOCHUTEIBCTBOM BPOXJIEHHBIX (pakTopoB TpomMOoreHHoro pucka [6]. B Hacrosiiee Bpems reHHas
JIMAarHOCTHKA BCE MIMPE W IMIUPE UCIOIB3YETCs I 00CIeOBaHMS TTAIIMEHTOB C IIEJBIO BBISBICHUS
(baKTOpOB pHCKa pa3BUTHS 3a00JICBAaHUI U BRIPAOOTKU TaKTHKH UX NpoduirakTuky [5,6].

JlaHHBIE O PACHPOCTPAHEHHOCTH H3YYaeMbIX T'€HETHUECKUX IOJIUMOPPU3MOB B TpyIIIe
00CIIeZIOBaHHBIX MAIICHTOB B CPaBHEHUH C YaCTOTAMH HMX BCTPEYACMOCTH B OOIICH MOMYIISIIIUA

OoNbHBIX B AnTaiickoM kpae [5] mpeacraBieHsl B Ta0II. 2.



Taoauna 2

[Tomumophu3MbI CHCTEMBI TeMOCTa3a y 00JIBHBIX TeMOodrInel B AJITalicKoM Kpae

Tun nonumopgusma | Hacmoma ecmpeuaemocmu  noaumopguzma y | Hacmoma
cucmemol 2emocmasa OonbHbIX 2emogpunuen ecmpeuaemocmu
noaumopguima
[ 8 20MO3UZOMHOM Obwasn | ¢ oowern
2emepo3uzomHoMm eéapuanme nonynauuu
eapuanme
Mytauus  Fll resa | O 0 2,68%
NMPOTPOMOMHA
Mytanus FV Leiden 3 (6,25%) 0 6,25% 3,22%
MTHFR (C677/T; | 20 (41,7%) 11 (22,9%) 64,6% 49,34%
A1298/C)
MTRR (A66/G) 15 (31,25%) 7 (14,6%) 45,75% 71,15%
PAI-I (4G/5G) 16 (33,3%) 18 (37,5%) 70,8% 79,40%
(4G/AG -
33,31%)
ITGA 2-rauxomporenn | 22 (45,8%) 8 (16,7%) 62,5% 20-40%
(807CIT)
ITGB 3 —rauxonporenn | 9 (18,75%) 2(4,2%) 22,95% 20,48%
(1565 TIC)
I'en ¢uopunorena FGB | 18 (37,5%) 0 37,5% 37,75%
(455G/A)
¢dakTopa cBeprhiBanus | 6 (12,5%) 0 12,5% 17,77%
VII (10976 G/A)
red F13 16 (33,3%) 0 33,3% 40,66%

Mymayus GL1691A (Jleioenckas) 6 cene NV ¢pakmopa ceepmvisanus Kposu. Hocutemn

00J1a/1a10T TIOBBIIIEHHON CKIIOHHOCTBIO K Pa3BUTHIO COCYIAHMCTBIX TpOoMO030B. ['eTepo3uroTHsIMH
HocuTensiMu  Jleiinenckoit myrauuu sBistioTes  3,22% HaceneHHst ANTailcKoro Kpas, NpUYeM
puck TpoMmOooOpa3oBaHUsl yBenuuMBaeTcss B 3—7 pa3 mpu rerepo3urorHoM u B 80 pa3 mpu
TOMO3MIOTHOM HOCHTEJIbCTBE. B M3ydaemoii rpyre rerepo3urotHoe cocrossuue rena F5 1691G/ A
BbIsSIBIICHO y 3 marueHToB (6,25 %),roMO3MroTHOE HOCUTEIBCTBO HE OOHAPYKEHO.

Mymayus ¢paxkmopa |1 G20210A. MyTtauus cBsi3aHa ¢ yBeIMYEHUEM YPOBHS IPOTPOMOMHA B
rmia3Me, KOTopblii Moxer ObiTh B 1,5—-2,0pa3a Bblme, ueM B

HOpME. DTO  HPUBOIUT K

MOKU3HEHHOMY COCTOSIHUIO THUIEPKOAryJsIH, 4YTO CBSA3aHO MpPHUMEPHO ¢ 3—4KpaTHBIM
YBEIIMYCHUEM DPHCKAa Pa3BUTHS BEHO3HOTO TpomOo3a. Myralusi TeHa MpoTpOMOHMHA Yy OOJBHBIX
reMopuiIneii, NPOXHUBAIOIIUX B AJTACKOM Kpae, OOHapykeHa He Obuia, XOTsS ee oOrmas
BCTpeUaeMoCTh cocTaBisier 2,68 %.

Honumopgpuzm 5G(-675)4G 6 cene SERPINEL(PAI-1). I'omo3urornas wmytanus 4G/4G
nomumopdusma — 675 4G/5GsBisercss GakTOpOM pHUCKa I Pa3sBUTHS TPOMOO30B, MH(MApKTa

MHoOKapaa. PacnipocrpaneHHocTs Tomo3urotHoil (opmbl 4G/4G B AnTaiickoM Kpae COCTaBIISET



33,31 %. B nannom uccaenoBannu aedekt B rene PAI-1 BeisiBiier y 34 6onbHbiX (70,8 %), npudyem
TOMO3UTOTHBIA MyTaHTHbIN reHoTun 4G/4G, accolMMpOBaHHBIA C HaUOOJBIIUM PHCKOM
TpoMOo0oOpazoBanus, Bctpedancs y 18 (37,5 %posbHbIX.

Honumopguszm eena memunenmempacuopoghonram peoykmaszot MTHFR (-677C>T, A1298C).
[Momumopdpuzm  MTHFR mmpoko pacmpocTtpaHeH B oOmeld MOMYJSIUHA, TETEPO3UTOTHBIMHU
HOCHTENSIMU, MO0 HEKOTOpPhIM JaHHbIM  sBIsiIOTcs A0 40 % sxureneit Anrailickoro kpas,
roMo3uroTHeiMu — 9—10 %.Y nun romo3uroTaeix mo myrauuu C677T (resorun T/T) ormeuaercs
tepmotabunbHocTh MTHFR 1 cHmxenune aktuBHocTH pepMenTa mpumepHo 10 35 % 0T cpeaHero
3Ha4YeHus1, 4To oyt B 10 pa3 moBwIIaeT pUCK Pa3BUTHS TUIIEPTOMOIMCTEMHEMHUH, YTO MOXKET
MPUBECTH K TOBBLIIIEHHOMY PHUCKY TpoMO0ooOpazoBaHus. B mpoBeIeHHOM HAONIOACHUM JaHHBIA
nomumopdusm Berpetwiics y 31 (64,6 %) 6onbpHOro, romo3urotHeiii Bapuant B 11(22,9 %)
CITydasix.

Honumopguszm  2ena memuonun-cunmaser  peoykmaset  MTRR  (A66G)  u3meHser
OMOXMMHYECKHE CBOWCTBA ()epPMEHTa METHOHWUH-CHHTA3bl PEIYKTa3bl, B KOTOPOM IPOUCXOIUT
3aME€Ha aMUHOKHCIIOTHI M30JICUIIMH Ha METHOHHWH. B pe3ynbTaTe 3TOi 3aMeHbl ()yHKIIHMOHATbHAS
aKTUBHOCTh  ()epMEHTAa CHW)KAETCs, YTO MOXKET TIPUBECTH K TIOBBIIICHHOMY PHCKY
TpomMO00OpazoBaHus. Y 00cCieTyeMbIX OOJbHBIX TeModuiIreii MyTaHTHbIN G amienb BCTpETHiICS B
45,8 %cnyyaes.

Honumoppuzm GL0976A 6 cene VI paxkmopa ceepmvisanuss Kposu CrIOCOOCTBYET
CHIDKCHHIO AaKTHBHOCTH F7 W yMeHbIIEHHIO TpomOooOpa3zoBanus. ['enorunm A/A sBisercs
NPUYUHON CHIDKCHHS akKTUBHOCTH (hepMenTa F7 Ha 72 %,1M0 CpaBHEHHIO ¢ JUKUM THITOM (T€HOTHIT
G/G). T'eTepo3uroTHoe HOCUTEILCTBO JaHHOTO jnedekrta BbisiBIeHO 6 (12,5 %) GonbHBIX
reMopuIneii, YT0 HUXKE PacCHpOCTPaHEHHOCTH B oOmiei monymsuuu (17,77 %). oMO3UroTHBIM
MYTaHTHBIH TeHOTHIT A/A, acCOUMUPOBAHHBIA CO CHHXKCHHEM pHCKa TpOMOOOOpa3oBaHMs, HE
BCTPEYAJICS B TPYIIE HCCIECAOBAHHBIX OOJHHBIX.

Honumopgpuzm GAS5A 6 cene ubpunocena. JlaHHbIT TOTUMOP(HU3M COMPOBOKIAACTCS
MOBBIIICHHOW JKcrpeccueil TreHa puOpHMHOTeHa, YTO TPUBOAWT K YBEIMUYEHUIO COACPIKAHHS
¢ubOpuHOTreHa B KPOBHM WM TOBBINIACT BEPOATHOCTH OOpa3oBaHus TpoMOoB. [Ipu comocraBneHun
YacTOT OTHCIBHBIX TCHOTHIIOB YCTAaHOBJIGHO, YTO 4YacTOTa BCTPEUAEMOCTH MOJUMOpdH3MaA Y
OoNbHBIX TeModuiuel comocraBuMa c oOmedl momymsiuuedr B Anrtaiickom kpae. [Ipu sTom,
TOMO3HMIOTHBIM MYTAaHTHBIA auienb A/A HH y KOTO U3 00CIIeJOBaHHBIX OOJIbHBIX TEMO(HIUCH HE
BBISIBIICH.

Honumopgpusm C807T 6 cene ITGA2. Hannune T-amnens acCOmmUpyeTcs ¢ yBEIMYCHHUEM
CKOpPOCTH a/Ir€3Uu TPOMOOILIUTOB, UTO MOXKET SBIATHCS (PaKTOpOM pHcka TpomOodumuu. B csizu

C OTCYTCTBHEM B JUTEPATYPHBIX HMCTOYHUKAX TOYHOM HHPOpPMALUU O pPaCIPOCTPAHEHHOCTU



nonmumopdusma ITGAZ2 B AnTaiickoM Kpae, MPUBEICHBI TaHHBIE TI0 €BPOTICHCKON MOIMYIISIITUH, T
TaHHBIH anmnensb Betpevaercs B 20—40 Y%cmyyaeB, B TO BpeMs Kak B TPYIIIE UCCIETYeMbIX OOIbHBIX
remoduiueii T-amtens Berperwics y 30 (62,5 %)0051bHbBIX, B T.4. B TOMO3UTOTHOM BapuaHTe y 8
(16,7 %)60mbHBIX, B TETEpO3UTOTHOM BapuaHTe y 22(45,8 %)00nbHbIX.

Honumopgpuzm  T1565C 6 ecene ITGB3. TpomOorutel HocutTeneit C amiens HUMEIOT
MOBBIIICHHYIO CKJIOHHOCTh K arperad, 4YTO MOXET SBIATHCS YBEIHMYCHHEM pHUCKa
TpoMO0OOpa3oBanus. [Ipu comocTaBiIeHHH YacTOT OTACIBHBIX TE€HOTHUIIOB YCTAHOBJICHO, UTO
TOMO3HIOTHOE HOCHTEILCTBO <«MmyTaHTHOro» renoruna CC ormeuaercs y 2(4,5 %) G0nbHBIX
reMoHINEHi, B TO K€ BPEMS <«MYTaHTHBIN» reTepo3urotHsiii amieas C/T Becrpewancs y 9 (18,75
%) GOJIbHBIX, TOT/Ia KaK B €BPOINECHCKOM MOy Isinuy BerpedaeMocts ayvteist C He mpesbimaet 20 %.

Honumopguzm Val34Leu A-cyoveounuyvr gaxkmopa XIll. C MOMOIIBIO 3JIEKTPOHHOMN
MUKPOCKOIIMH OBIJIO TIOKa3aHo, 4To Jijisl BapuaHnTta ¢akropa Xlll, coxgepxkamero 34Leu,xapakrepHo
oOpasoBanue 0ojee TOHKUX (PUOPUHOBBIX BOJIOKOH W MEHEE MOPHUCTasi CTPYKTypa CTYCTKa, YeM B
cilyyae <«HOpMaibHOro» Bapuanta Val/Val, uro moxer mpuBecTH K rumokoarynisiuud. Yacrora
BCTPEYAEMOCTH MYTAaHTHOTO ajuieist B obuiei momynsiuuu coctasisier 40,66 %,B To Bpems Kak y
HCCIIEAYEMbIX OOJIBHBIX TeMO(HINCH qaHHbIH aienb BeTpeTricsa y 16 (33,3 %)00abHbIX.

BaxHbBIM pe3ynpTaToM SBISETCS BBISIBICHHE OOJBIIOTO 4YHCIA COYETAHHBIX  (OpM

NOJIUMOP(PHU3MOB HCCIIEAYEMBIX TeHOB (CM. Ta0I. 3).

Ta6auna 3
CoueTtanus momuMop(HU3MOB CUCTEMBI T€MOCTa3a Y OOJBHBIX reMobunei

KouaunyecTBo nosimmopgusmon Kosmn4yecTBo 00JbHBIX
1 2 (4 %)
2 4 (8 %)
7 (14,3 %)
4 9 (18,4 %)
5 u Oosee 26 (53,1 %)

Bo Bcex ciyuasx oOTMeuaeTcs COYETaHWE HE MEHee 3-X MOJMMOPPU3MOB Yy KaXIOTO
6onpHOTO. Y 12 00MBHBIX codeTaroTcs 5 u 6osiee momumMopdusmMoB. Hu y oqHOTO M3 NMAIMEHTOB HE
BBISABJICHO U30JIMPOBAHHOI'O ;[e(beKTa HCCIICAYCMBIX I'CHOB.

Ha mam B3risa, oOHapyXeHHBbIE Yy HCCIEAyeMbIX OOJIBHBIX COYETaHUS TPOMOOTEHHBIX
MOJUMOP(PHU3MOB  3HAYHMTENBHO  YBEIMYHMBAIOT MPEAPACIIOIOKEHHOCTh K  TPOMOOTHYECKHM

COCTOSIHHSAM.



BriBoabI

1. V OGonbHbIX remoduiavei 10 ONepaTHBHOrO JieUeHUsi OOHapyxkeHo cHibkeHue Xlla
3aBUCUMOrO (PUOPHHONIN3A, AKTUBUPYEMOT'O KOHTAKTHBIMU (haKTOPaMU CBEPTHIBAHUSI BHYTPEHHETO
MyTH.

2. Y OonpHBIX TeMmo(dwiIHMel, TMepeHEeCHINX OMEePaTUBHOE BMEMIATEILCTBO, IOSBISICTCS
CKJIOHHOCTh K TpPOMOOOOpPa30BaHUIO 3a CYET IOBBIMICHHUS YpOBHS (pUOpHMHOTEHA, PacTBOPHMBIX
(uOpUH-MOHOMEPHBIX KOMIUIEKCOB, D-1nMepa 1 cHUKeHUs: akTHBHOCTH mpoTenHa C.

3. YV OonpHBIX TreMopuINEH, HECMOTPS Ha THUIOKOATYIAIHUI0 TIO0 aKTUBUPOBAHHOMY
napuuagsbHOMY TPOMOOIIIACTUHOBOMY BPEMEHHU, OOHApy’KeHa BBICOKAs 4YacTOTa COYETaHHBIX (HOpM
MyTalMii ¥ NOAMMOP(U3MOB B TreHax CHCTEMBbl TE€MOCTa3a, YTO MOBBIMACT TPOMOOTEHHBIN

noTCHIHAJI CUCTCMBI KPOBHU.
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