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MOJUMOP®U3M I'EHA Y JOHOIIENA C TPOMBOIIUTOIIATUEM
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Hexkan Tepmesckoro unmana TamkeHTCKON MEIUITMHCKON aKkaIeMHH.
HMapodpuaannos Kamommpaun [lapoguaiuHoBuy
[IpenonaBarens kadenpol «Xupyprus» Tepmesckoro rmmana TamkeHTCKOM

MEJAUIUHCKON aKaJIeMUn
Tammnyaaros @appyx IpKHHOBUY
[IpenonaBarens kadenpor «Xupyprus» Tepmesckoro punmnana TamkeHTCKOM
MEIUIIMHCKON aKaJIeMUH
KunimnueB Kacypoek Daiizy/iaeBu4
Cryaent neuebHoro paxynprera
Tepmesckoro ¢unuana TamkeHTCKON METUITMHCKON aKkaJIeMHH.

AHHOTALUSA

B nacmoswee spems nposooumcsi niaHOMEpHBIU NOUCK ACCOYUAYUL MeAHCOY
PA3TUYHbBIMU  namojlocudecKumu  COCMoOAHUAMU  HYeloeeKka U CmpPYyKmypHbiMu
ocobennocmamu e2o 2eHoma. Co3z0aHbl NPeOnocviIKU Ol nepexooa  om
Kaaccuyeckoul cucmemamusayuu 50]l€3H€12, OCHO6CIHHOIZ, C/NAB6HbIM 06pa30M, HA
KIUHUKONAmMoOJa02uYeCKux Kpumepusix, K MOJAEKVIAPHO= 2eHemuqec1<0L7, a moudHee K
ouoxumuieckou Kuaccupuxkayuu

Knrouegwvie ciuoesa: ceHemuuecKkue mexHoJjiocuu, ceEHomunupoearue u
Genomunuposanue mMpomoOOYUMos, NOIUMOPPUIM 2€HO8, pasHosecuio Xapou-
Baitinbepea.

ABSTRACT

At present, a systematic search for associations between various pathological
conditions of a person and the structural features of his genome is being carried out.
The prerequisites have been created for the transition from the classical
systematization of diseases, based mainly on clinical pathological criteria, to
molecular genetic, or rather to biochemical classification.

Keywords: genetic technologies, genotyping and phenotyping of platelets, gene
polymorphism, Hardy-Weinberg equilibrium.

BBEJIEHUE
HaOntomaemplii B mocienHWEe  JECATWICTUS TMPOTPecC  MEIAUIMHBI B

3HAUYUTEIbHOU CTENCHU O6YCJIOBJI€H yCli€xaM1 B o0macTu MOHCKYJ'IHpHOﬁ I'CHCTHUKHU
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yenoBeka. B mepByro oudepenb, 3TO cBsizaHO ¢ 3aBepuieHueM B 2003 romy mpoekra
«I'eHOM yenoBekay, MPUBEAIIUM HE TOJIBKO K MJICHTH(PUKAIMA BCEX T'€HOB, HO U K
OTMpeeICHUI0 MOJIEKYJISIPHOM MPUPO]IbI MOIABIISIONIETO 00JIb- IIMHCTBA OEIKOB.

B nHacrosimee Bpemsi NMPOBOAUTCA IUIAHOMEPHBIM NMOMCK AaCCOLMALNA MEXIY
pPa3IMYHBIMM ~ MATOJOTMYECKUMH  COCTOSIHUSIMA  4YEJIOBEKa U CTPYKTYPHBIMH
ocoOeHHOCTsIMU ero reHoma. Co3laHbl MNPEANOCBUIKA I MEepexoaa  oT
KJIACCUYECKON cHUcTeMaTu3aluu O0oJie3HEe, OCHOBAaHHOW, IJIABHBIM 00pa3oM, Ha
KJIIMHUKOIATOJIOTUYECKUX KPUTEPHUSIX, K MOJIEKYJISIPHO- T€HETUYECKOW, a TOYHEE K
OMOXMMHUYECKON KTacCU(DUKAIIUH.

[TapajylenpbHO ¢ 3THUMM  HCCIEAOBAaHUSAMU  OIPOMHBI-  MOJIEKYJISIPHO-
COBEPILEHCTBYIOTCSI TEHETHUECKUE TEXHOJOTWH, MO3BOJIIOIINE, C OJHON TeMIaMu
CTOpPOHBI, TECTUPOBATh COCTOSIHUS I'€HOB y OTJEIbHBIX MHIUBUIYYMOB, a C APYIOM,
M3y4yaTh Ha YpPOBHE LEJIOr0 INeéHOMa 3aKOHOMEPHOCTH pa3BUTHS HOPMAJIBHBIX H
NaTOJOTMYECKHUX IporeccoB. TakuM o0pa3zoM co3zaercs 6as3a s pa3pabOTKH HOBBIX
[EPCOHAIM3UPOBAH- IIBIX METOAOB MAaTON€HETUYECKOM TEepalny, HAlpPaBICHHBIX Ha
JIeYeHHe camoro 0OJBLHOTO, a HE OOJIE3HH.

OngHuM U3 COBPEMEHHBIX NOJAXOJIOB K MPEAYNPEXKICHUIO PA3BUTHA TOM WIN
MHOU MaTOJIOTUU ABJISETCS TEeHETUYECKOE MTPOTHO3UPOBAHUE PUCKA €€ (POPMUPOBAHHUS.
B mnocnenHue roapl OTKphIBaeTCs Bce Ooublie (HAKTOPOB, CBUAECTENHCTBYIOIIHUX O
T€HETUYECKON MpPeApaclnoNoKEHHOCTH K Pa3BUTHI0 MHOTMX 3a00JIeBaHUM, 4YTO
MO3BOJISIET OTHOCUTH UX K MYJbTU(PAKTOPHOW MATOJOTMHU, KOrja HeOJIaronpusiTHbIC
BO3JICMCTBHSI BHEIIHEHW CpEIbl MPOSIBISIOTCA TOJBKO IPH HAJIUMYUHA YKa3aHHOIO
IPENPACIIOJIOKEHUS.

Taxoke pa3palaThIBAIOTCS W aKTUBHO BHEAPSIIOTCA B MPAKTHUKY HOBBIE METOIBI
BBISIBJICHUS HApyLIEHUW TPOMOOIMUTApHOM (YHKUMH, KIIOYEBYIO POJIb Cpeau
KOTOPBIX WrpalOT TE€HOMHBbIE METOAbl MocienHero nokosnenus. Kaprtuna
MOJIEKYJIIPHBIX HApYyUIEHUH HEMPEpbIBHO TMOMOJIHSAETCS HOBBIMU JAaHHBbIMU. Tak,
MHOTHE W3 HapylmeHUH (QYHKUUA TPOMOOIMTOB YJAlIOCh CBSI3aTh HE MPOCTO C
OTCYTCTBUEM TE€X WJIM WHBIX PELENTOPOB WIHM TPaHyJ, a C Je(EeKTaMU CUTHAJIbHBIX
myTei: ne@uImToM 3aBUCUMON MPOTEHMHKWHA3BI U Jp. KOMIUIEKCHBIE HApYIICHUS
(GyHKIIMM TPOMOOLIMTOB, MPUBOASIINE K BOSHUKHOBEHHIO KPOBOTEUEHHH, CBSI3aHBI C
MyTalusIMu B (pakTopax TPaHCKPHUIILIUH.

[IpumMepoM COBpEMEHHOTO MAacCIITAOHOTO MPOEKTA IO BBISIBICHUIO HAPYIICHUI
(GyHKUMKA TPOMOOLIUTOB MOXKET OBITh AHTJIMUCKUN MpoeKT «l'eHoTUnupoBaHUE U
dbeHoTUNUpOBaHUE  TPOMOOIUMTOBY.  Pa3BUTHE  MOJIEKYJISAPHO-OMOIOTHYECKUX
METO/I0B MO3BOJIWJIO K HACTOAIIEMY BPEMEHH BBIABUTH MOJEKYJSIPHBIE MEXAHH3MBI
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JeKale B OCHOBE OOJBIIMHCTBA HACIEICTBEHHBIX TPOMOOIMTOMNATHI, TO €CTh
YCTAaHOBUTH ACCOIMAIMU (PYHKIMOHAIBHBIX U MOP(DOIOTHYECKUX HapYIICHUU C
MYTAalMsIMU B T€HaX OMpeIeTICHHBIX OeJl- KOB TPOMOOIIUTOB U/WUIN METaKapUOLIUTOB.

B Hacrosimiee Bpemsi HM3BECTHO, YTO B MpeAesiax KaxJI0u MOMyIsIud Yy
VHIUBHUIYYMOB MMEIOTCSI HACJIEACTBEHHbIC Bapualuu B nocienoarenbHoct JJHK,
Ha3bIBaEMbIC TOJUMOPGU3MAMHU, KOTOPHIC BCTPEUAIOTCS B YEITOBEYCCKOM T€HOME C
gyactrorod | Ha 1000 map ocHoBanuii. HecMmoTpss Ha CTOJIb  BBICOKYIO
pacnpoCTpaHEHHOCTh, JIMIIL HEOOJbIIas W3 (PYHKIMOHAIBHO 3HAYUMOW, TO €CThb
NPUBOJUT K U3MEHEHHUIO TPOJIYKIIMU OEIKOB, B YACTHOCTH IIUTOKMHOB, TEM CaMbIM,
omnpenenss WHAWUBUAYAJIbHBI OTBET OpraHM3Ma Ha MOBPEXIAIME (HAKTOPHI.
[Ipenmonaraercsi, 4Yro MNMOAMMOP(PU3M TE€HOB I[IMTOKMHOB MOJKET BIMATH Ha
MHTEHCUBHOCTh BOCHAJIMTEIBHOTO MPOIECCa U MOCIEIOBATEIIbBHOCTH HUX SIBISCTCS
CKOpOCTb pa3BUTHs 3a0osieBanus. MccineqoBaHuss B JaHHOM HANpaBIIEHUU YriayOsT
npescTaBlieHus 00 UIMMYHHOM 3BeHe narorene3a TII u Ha OCHOBaHMM MOJIEKYJISIPHO-
TeHETUYECKUX HCCIIEIOBAHUM MO3BOJIAT pa3padoTaTh HOBbIE A((HEKTUBHBIE METObI
IPOTHO3UPOBAHUS TEUCHUSI 3a00JICBAHMUS.

PE3YJIBTATBI U OBCYKXKIAEHUE

N3yuenune pacnpenenenus momuMopdu3mMa reHa Ha COOTBETCTBHE PAaBHOBECHIO
Xapau-Baitn6epra (p>0,05) mokazano, yto aukuii renotun C/C momumopduzma
cpeau npu3bIBHUKOB ¢ TII peructpupoaics y 0,45% ciaydasix, npu 3ToM oxKugaeMas
ero vactora coctaBmwia 0,42%. HeOmaronpusaraeii reHorun C/G HaOmopancs B
0,40% 4YacTOT TEHOTHIOB CIy4aeB, MPU FTOM OXKUJAeMasi ero 4acToTa COCTaBHIIA
0.46%. Kpome Toro, HaOmogaemasi U Oxujaemasi 4YaCTOTbl MyTaHTHOTO T'€HOTHIIA
G/G cocraBuim cootBeTcTBeHHO 0,16 1 0,16% .

B xouTposnbHOU Tpyniie Habmogaemas yactota aukoro reHotuna C/C mourtu
COOTBETCTBOBaja €ro oxkugaemon uyactore (coorBeTrcTBeHHO 0,58 u 0,59%).
Habmromaemas yactora reTepo3uroTHoro reHoruna coctasuia 0,38%, a oxumaemas
ero yactora Obia paBHa 0,36%. MytanTtHbiii renotun G/G nabmomancs B 0,04%
ciyyaeB, a oxunancs B 0,054%.

Kax B rpynne npussiBHuKOB ¢ TII (2-1.5; P-0.22), Tak ¥ B KOHTPOJIBHOU Tpymne
(2-0.4; P-0.5) pasnmuure Mexay HAOMIOAAEMBIMH M OXHIACMBIMH YacTOTaMHU
TCHOTHUIIOB  TMONMMMOp(dU3Ma HMMEIM CTaTUCTHYECKH HE3HAYMMBIA  XapakTep.
CraTtucTuueck He3HAUYUMBbIE Pa3JInuus B pacrpeerie- HUU OXKHUJAEMBIX U
Ha0II0AAaeMBIX YaCTOT TEHOTHUIOB MOJMMOp(dU3Ma TeHa CBHUIETEILCTBYIOT 00 HUX
COOTBETCTBUH paBHOBeCHIO Xapau - BaitaOepra (p>0,05).
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[Ipn aHamM3e JAOCTOBEPHOCTH Pa3UYMiA B pacmpe- JIEICHUU YacTOT auielieit
noauMop(hHOTO BapuaHTa TeHa B Tpymme Mpu3biBHUKOB ¢ TII ycraHoBieHO
He3HaunMoe paznuure B oTHomenuu amiens C (x2-5.1 p-0.02;0R-0.56; 95% CI-
0.383-0.962) w 3HaumMoe pasznuume B HocuTenabcTBe G ammens (22-5.1;
p30.025;0R31.8; 95% CI-1.0798-3.046) mo cpaBHEHHIO C KOHTPOJIBHON TpyIIOH
(Tabum. 3)

Ha ¢done HemocToBepHOTO CHIDKEHHUSI HOCHTEILCTBA MPOTEKTUBHOTO (X*1.48;B
p-0.3;B OR-0.72: 95% CI-0,419-1,222) rena un-6 (CI74G) y npussiBHukoB ¢ TII
HaOJI0JAJI0Ch YBEJIMYEHHE JIOJIM HOCUTEJIEH reTepO3UrOTHOTO O FEHOTUIIA MEHEE YeM
B 1 pa3 (2-0.0068; p-0.95; OR-1,0251;95% CI-0.5689-1.847). B 10 xe Bpems B
OTHOLIEHWU MyTaHTHOro reHoruna G/G, HampOTHB, OTMEYAJIOCh 3HAYMMOE E€ro
MOBBILICHUE TI0 CPABHEHUIO TOMO3UTOTHOTO T€HOTHIA C KOHTposieM Ooisiee yeMm B 4
pasa (x2-5.2984;B p-0.025; OR-4.1286;95% CI-1.1265-15.1309)

Taxum oOpazom, pe3yJbTaThl CPABHUTEIBHOTO aHAJIN3a YacTOThl HOCUTEILCTBA
ajyiesied ¥ TeHOTUIIOB NoJuMop(du3Ma IreHa y Npu3bIBHUKOB € 111 U B KOHTpOIBHON
rpynne Mo3BOJIMIM YCTaHOBUTh 3HAUMMOE pa3jMyuue B YacTOTE€ HEOJIaronpusiTHOrO
reHotuna G u myrantHoro reHotuna G/G, nosslmarommx puck pa3sutus TII nouru
B 2 (x2-5.121 p%3D0.025;0R%1.8) u 6onee ueM B 4 paza (235.2984;B p-0.025;B
OR-4.13), 4yrto yKa3blBa€T HAa MX BOBJEYEHHOCTh B  (OPMHpPOBAHUE
MPEIPACOIOKEHHOCTH K pa3Butuio TII.

SAKJIIOYEHUE

BoisiBnena 3HauMmasi accouuanusi TEHOTUIIMYECKOTO BapuhaHTa TIeHa C
pasButueM TII y mpu3biBHUKOB. HOCHUTENBECTBO JAHHOTO TEHOTUITMYECKOTO BapuaHTa
sisieTcst pakTopoM pucka passutue TII y npussiBHrKoB (OR-4.13%3B %2-5.3%3B

p-0.025).
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