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OLLEHKA OAHOHYKNEOTUAHbIX MYTALUIA B TEHE NOD2 Y MALMEHTOB C A3BEHHbIM
KO/IMTOM B Y3BEKCKOW nonynaumm

Tawnynatosa LLU.A., Ocunosa C.O., Toitumes A.X., HaBpy3os b.C., Tagxunes 6.M., Muppaxnumosa H.M.

O‘ZBEK POPULYATSIYASIDA YARALI KOLIT BILAN OG‘RIGAN BEMORLARDA NOD2 GENIDAGI
BIR NUKLEOTIDLI MUTATSIYALARNI BAHOLASH
Toshpo’latova SH.A., Osipova S.0., To’ychiev A.X. , Navruzov B.S., Tojiev B.M., Mirrahimova N.M.

EVALUATION OF SINGLE NUCLEOTIDE MUTATIONS IN THE NOD2 GENE AMONG ULCERATIVE
COLITIS PATIENTS IN THE UZBEK POPULATION

Tashpulatova Sh.A., Osipova S.0., Toychiev A.H., Navruzov B.S., Tadjiev B.M., Mirrakhimova N.M.

TawkeHmMcKasA MeaUL{UHCKCIH GKGaeMUFI,

PecnybnuKkaHcKuli cneyuanu3uposaHHsIl Hay4YHO-Npakmu4veckol meOuyuHCcKul yeHmp anudemuo-
7102UU, MUKpobuoao2uuU, UHPEKYUOHHbIX U Napa3umapHeix 3a6onesaHud,
TawkeHmcKuli neduampuyeckuli MeEOUYUHCKUU uHcmumym

Magsad: NOD2 genining ikkita asosiy variantining allel chasto-
tasini aniqlash va bu polimorfizmlarning o‘zbek aholisi orasida yarali
kolit rivojlanishi bilan bog liqligini aniqlash. Material va usullar: 100
ta yarali kolitli bemor va 200 ta sog’lom odam (nazorat) molekulyar
biologik usullar yordamida tekshirildi. Natijalar: yarali kolit bilan
og’rigan bemorlarda 3020 insC mutatsiyasining chastotasi (9,0%)
nazorat guruhiga qaraganda (7,5%) yuqori edi, ammo farq statistik
jihatdan ahamiyatli emas edi. geterozigotali variant yarali kolitda
6,0% va nazorat guruhida 50% chastota bilan yuzaga keldi. yarali
kolit bilan og’rigan bemorlarda Gly908Arg chastotasi 7,0% ni tash-
kil etdi, bu nazorat guruhidagidan deyarli ikki baravar ko’p. Xulosa:
natijalarimiz NOD2 genining yarali kolit bilan sezilarli bog’lanishini
tasdiqladi va o’zbek populyatsiyasida uning mutatsiyalarining bir xil
tagsimlanishini ko’rsatdi.

Kalit so’zlar: NOD2, yarali kolit, mutatsiya, insC, Gly908Arg.

Objective: To determine the allele frequency of two main variants of
the nod2 gene and to clarify the associations of these polymorphisms with
the development of ulcerative colitis among the uzbek population. Mate-
rials and methods: 100 patients with ulcerative colitis and 200 healthy
individuals (control) were examined using molecular biological methods.
Results: The frequency of the 3020 insc mutation in patients with ulcer-
ative colitis (9.0%) was higher than in the control (7.5%), but the differ-
ence was statistically insignificant. the heterozygous variant was found
with a frequency of 6.0% in ulcerative colitis and 5.0% in the control. the
frequency of gly908arg in patients with ulcerative colitis was 7.0%, almost
twice as high as in the control. Conclusions: Our results confirmed a sig-
nificant association of the nod2 gene with ulcerative colitis and showed a
heterogeneous distribution of its mutations in the uzbek population.

Key words: nod2, ulcerative colitis, mutation, 3020 insc, gl-
y908arg.

yTallUU TeHa HYKJIeOTHU/-CBA3BbIBAIOILET0 OJIN-

roMepu3alMOHHOI0 JIOMeHa, cojepxallero 2
(NOD2), accouurpoBaHbl € BOCIIaJIUTENbHBIMU 32001€-
BaHUsAMHU kuiieyHuka (B3K) u gpyrumu paccrpoiictpa-
Mu. MyTtanuu NOD2 Takxe conpsikeHbl ¢ 60Jiee BbICO-
KOW 4acTOTOW BO3HWKHOBEHHS ONpeje/IeHHbIX THUIIOB
paka y maluMeHTOB, CTPaJalIUX 3TUM 3a60JeBaHHUEM
[15]. Brene NOD2 BrisiBsieHO 6osiee 40 HEKOHCEPBATUB-
HbIx MyTauui [11]. Haubosiee pacnpocTpaHeHHBIMU SIB-
JIIIOTCSA [iBe To4yeuyHble MyTauuu, p. Arg702Trp (SNPS,
C/T) u p. Gly908Arg (SNP12,G/C), a Tak»Ke UHCEPLIUOH-
Has myTanusa C, p-Leul007fsinsC (SNP13, insC). Hesa-
BUCHMBbIE HCCAe[0BaTe/JbCKHUe TPYNNbl NpeJCcTaBUIN
pe3yJbTaThbl U3yYeHHs aCCOLMALlUY 3TUX TPeX MyTalui
C MOBBILIEHHOW BOCIPHUHMMYMBOCTBIO K 6osie3aHn Kpo-
Ha (BK) [3,11,17]. 3Tu myTanuu NOD2 cBsizansl ¢ de-
HoTunaMu BK, BoBJleKaOMMU MOAB3/0IIHY0 KULIKY,
U ¢ ubpocTeHO3upyOIIUM 3a601eBaHueM [14]. B kaB-
Ka3CKMX MOMNYJALMAX M3ydascsl BKJaJ MyTaluid reHa
NOD2 B pasButue B3K. Puck passutus BK 6611 oLieHeH
B 1,5-3 pasa Jyis reTepo3UroTHbIX HocuTese u B 10-
44 pasa - /1 TOMO3UT'OTHBIX/KOMIAYH/-TeTepPO3UroT-
HbIX HocuTeJseit [1,2,5,9,14]. OgHako poHOBas pacnpo-
cTpaHeHHOCTb MyTauuii NOD2 3aBUCUT OT 3THUYECKOU
NPUHAAJIEKHOCTU. B asMaTCKuX NOMyJasnusX, TaKUX
KaK KATaMLbl, KOPeHLbl U ANOHIIb], TPY paHee ONHCaH-
HbIX OCHOBHbIX BapuaHTa reHa NOD2 He 6b111 06Hapy-
»KeHbl y NaniueHTOoB ¢ BK 1 y 11 KOHTPOJIBHOW IPyIIBI
[12,18], uTo yka3bIBaeT Ha TO, YTO XOTSI STHUYECKU pas-
Hble NONYJIALLMK MOTYT UMeTb UJ,eHTUYHbIe QeHOTHIIbI,

OHU He 00s3aTesIbHO 00J1aJ]al0T OJHUM U TeM >Ke Habo-
pOM Ipezipaciiojaraluiux reHoB.

B adpukaHckux nonyasauuax OblIO HPOBeJEeHO
OYeHb MaJlo UCCAe[J0BAHUH, NMOCBSIIEHHbIX U3y4YeHHUI0
BJIMSIHUSA TreHeTHYecKuX pakTopoB Ha pasButue BK. C.
Gasche u coaBT. [7], npoBepuUIU TPU OLHOHYKJIEOTU-
HbIx MyTauuid NOD2 B kosiseknuu u3 1064 o6pasios
JHK 13 52 nonynsauuil MUpa, BKI0O4asi CeMb MONMyAS LUK
K 1ory oT Caxaphbl 4 0fHy ceBepoappUKaHCKYIO MOIMyJIs-
nuio, cocrosuyr u3 30 a/mKUpCKUX Mo3abuToB. OHU
Takke He o6Hapykuiu mytauuit NOD2 B adppukaHcKkux
NOMY/ALHUAX, 32 UCK/I0YEeHHeM OJJHOI'0 M0JI0KUTEeJIbHO-
ro ciaydasg myTtanuu p. Arg702Trp B ankupckoil nomy-
JIAAU M03aOUTOB. ABTOPBI IPUILLJIN K BBIBOZY, YTO TPU
cBsi3aHHBIX ¢ BK 0lHOHYK/I€OTHJHBIX NOJTUMOPPHU3MOB
BCTpeYaloTCcs MOYTH MCKIKYUTeNbHO B EBpone u ot-
CYTCTBYIOT B KOpeHHBIX nonyasauusax Appuku. B cese-
poadprUKaHCKUX NONMYAALHUAX ABaA NPeAblAYIINX aHAIU-
3a reHotunupoBaHus B Mapokko u Tynuce [8,10,16,19]
noKasaJy, 4To yactoTa ajuiesnsa NOD2 oueHb HU3Kad 110
CpPaBHEHHIO C YaCTOTOM, HabJ110jlaeMOH y eBpOIeOr/10B.

CoBceM HezaBHO BKJa[ noaumopéusmor NOD2 B
pasButue BK BnepBble ObLT U3y4YeH B a/DKUPCKOM MO-
nyasuuu [16]. Belia BeisiBJieHA CUJIbHAsi accoLiUMaLlUs
Mexay bK u Bapuantamu NOD2.

Lensb ucciaeaoBaHus

OnpegesieHre 4acTOThl ajljlesledl [BYX OCHOBHBIX
BapraHTOB reHa NOD2 v BbIsicCHeHUe accoljpaliil aTUX
noJMMOpPPHU3MOB C pa3BUTHEM s13BeHHOT0 KosinTa (1K)
cpefiu y36eKCKOM NONy/as Y.
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Kaunuueckas meduyuHa

MaTtepuaJj 1 METOAbI

B 2022-2024 rr. Ha 6a3e PCHIIMI] amuieMHOJ/IOTHH,
MHUKPOOHOJIOTUH, UHPEKITMOHHBIX U MTapa3uTapHbIX 3a60-
JIEBAaHMH, a TaK)Ke YaCTHOMU KJIMHUKU «SIHrH XaéT» 6bLI0
NPOBE/IEHO MPOCNEKTHBHOE JIUATHOCTUYECKOE U KJIMHU-
yecKoe Ucce/joBaHue. Bce yyacTHUKM NpeABapUTENbHO
TIOJIYYMJTH TIOJIHYI0 MHPOPMALIMIO O LeJIsIX U 33Jjadax Uc-
cienoBanust. McciieioBaHre He BKIII0YA/I0 METO/IbI, TPeGy-
IOIIKE 0ZI06PEHUST STUYECKOTO KOMUTETA.

B uccnemosanue Bouid 100 6osbHbIX K B cTa-
IUU 06OCTpPEeHHUs] 10 U I0C/ie MaTOreHeTUYEeCKOU Te-
panuu. /lng mocTtaHoBKW aAuarHosda SIK ucnosib3oBa-
JIM CTaHJApTHble KJIWHHUYECKHEe, 3HJO0CKOIHYECKHE,
paauorpaduvecKkue MeTOAbl JUArHOCTHKH. CTemneHb
TSDKECTH 3ab0JIeBaHUSI OMNpeesisiii Ha OCHOBaHUM
KpuTepueB MoHpeanbckoit kinaccudukanuu K. Io Jyo-
KaJIM3al[iM BoCIaIuTeIbHOTO nponecca K nuddepen-
IIUPOBAJIU KaK IPOKTHT, IEBOCTOPOHHUN KOJIUT, TAaHKO-
JIUT. AKTUBHOCTb 3a60JieBaHMsI OLIEHUBAJIU IO IIKaJe
Mayo Clinic, B KoTopyo BXOJUT 4 moka3aTeJisi: 4acToTa
CTyJ1a, peKTaJlbHOe KpPOBOTeueHHUe, IoKa3aTeau NMpPOoK-
TOCUTMOU/JOCKOTINYU U GYHKIMOHATbHOE COCTOSIHUE Ta-
1ueHTa. JIMTeIbHOCTb 3a60/1€BaHUsI U3MePsIach B ro-
JlaX C MOSIBJIEHUs EPBbIX CHMIITOMOB 3a00JIeBaHUS.

W3 rpynnel o6cie/lyeMbIX HCKJIIOYUIA OOJIbHBIX
C AMAarHo30M TOKCHUYECKUH MerakoJioH, a6J0MHHaJb-
HBIN a6CIecc, CTPUKTYPhI TOJICTOTO KUIIEYHHUKA, a TaK-
»Ke JIMI[ C COMYTCTBYIOIUMH HHPEKIIMOHHBIMU 3a60-
JIEeBAHUSIMHM, CTOMOH, KOJIOOKTOMHEH, C KJIUHUYECKU
3HAYMMbIMH JIAGOPATOPHBIMHU U3MEHEHUAMH, GepeMeH-
HOCTBIO WJIU JIAKTAI[MOHHBIM I1€PH0/IOM, HECTAOUJIbHBI-
MU WJIM HEKOHTPOJIMPYEMbIMH COMAaTHYEeCKHMH 3a60-
JIeBAaHUSIMH U OHK03a60JIeBaHUSIMHU.

KonTposbHyto rpynny coctaBuad 200 sun, He
MMEeWIUX KAaKUX-JU60 Kajo6 CO CTOPOHBI Kesayl04-
HO-KHILIEYHOTO TPaKTa U XPOHUYECKUX 3a00JieBaHUHN
(BupycHble renatutTbl, BUY-undekunus, TyGepkyses,
XpOHHUYECKHEe OOGCTPYKTHUBHBbIE 6OJIE3HU JIETKHX), KO-
TOpble 00PATU/INCh B KOHCY/IbTATUBHO-AMCIAHCEPHbIN
otaes k1uHuku PCHIIML] anuieMH0JI0T MY, MUKPOOHO-
JIOTUH, MHPEKIIMOHHBIX U Tapa3uTapHbIX 3a60/1eBaHUN
JUJIsl TJIAHOBOT'O MEJIULIMHCKOTO OCMOTpPa BO BpPeMsI JIHC-
naHCepU3aIUH.

XapakTepucTHKa G0JIbHBIX, BXOASALUX B OCHOBHYIO
rpynIy U rpynny cpaBHEHUs NpUBejeHa B Tabuuue 1.
W3 Tabauipbl BUJHO, YTO 00C/e0BAaHHBIX MAIl[MEHTbI
OBLIN COTIOCTABHUMBI 10 MIOJIy U BO3PACTYy.

Ta6auya 1
Xapakmepucmuka 60abHbIx 4K u auy epynnsi cpagHeHus, aée./M+m
Bo3pacT 60JIbHBIX, JIET
pynna 15-29 30-45 46-59 60 u cTapie
MY »KeH MYXK KeH MYXK KeH MYX »KeH
Bombueie AK, | 23/23:4,2 | 25/25¢43 | 17/17+37 | 18/18+38 | 3/3+17 | 5/5421 | 2/2414 | 7/7425
r*fggggmb' 21/10,5¢2,1 | 12/6%1,6 | 69/34,5¢3,3 | 50/25+3,0 | 10/5+1,5 | 18/9+2,0 | 10/5+1,5 | 10/5+1,5

OnpezesieHrie OJHOHYKJIEOTU/IHBIX TMOJUMOPU3-
MOB B reHe 4yesjioBeKa nposoauau metoznom IIIIP B pe-
aJIbHOM BpeMeHM Ha amnmapate Rotor Gene Q6000.
Jrtansl (BeigesneHue [JHK, MacTep cMelmuBaHus peareH-
TOB U NOCTaHOBKa aHasu3a) [P npesacTaBieHbl HUXKe.

JHK ot sun, BXOAAIIMX B KOHTPOJIBHYI TIpyII-
my, 60JbHBIX ¢ B3K 1 UxX 6/IM3KUX POJICTBEHHUKOB Bbl-
Jensaau ¢ nomowblo peareHta «/JHK-IKCIIPECC-
TEHETHUKA» (000 /3 T'enetuka, Poccus). 4000 Mk
BEHO3HYI0 KPOBb COGHpaJd B OJHOPA30BYI0 MPOOUDP-
Ky-BakyTalHep ¢ pactBopoM I/ TA. BbiaeneHHyO
KpPOBb UCIO0JIb30BaJIU B TEYEHUU 2-X YACOB /JJisl BblJl€e-
snenus JIHK ninu xpanuiu npu TemMnepatype +4-+8°C He
6oJiee 24 yacos. [ns Beigenenus [JJHK noarorassivBa-
JI He06X0AMMOe KOJTMYeCTBO MPOOUPOK (10 YUCITY 06-
Pa3LoB) C 3aleJIKUBAIOIIEN sl KPBIILKON éMKOCTbIO 1,5
MJ. B mofrorosseHHble Mpo6UpKU BHocuau no 1000
MKJI [JeJIbHOW KPOBU C aHTUKOAryJssHTOM. Eciu KpoBb
B IIpoliecce XpaHeHHUs paccjaavBasach, ee NepeMelu-
Ba/il 10 OAHOPOAHOCTHU. [locse 3aKpbITHUS MPOOGUPKU
eHTpudyrupoBasu co ckopoctbio 3000 06/MuH npu
KOMHaTHOW TeMIlepaType B TedeHue 5 MUHYT. [locie
eHTpUdyrupoBaHUsl KpOBb pasjessjach Ha IJas-
My 1 GopMeHHBIe 371IeMeHThl. Ha moBepxXHOCTH ocajiKa
$OpMEeHHBIX 3JIeMEHTOB pacIojarajicsi TOHKWUU CJI0U
JedKonuToB. OTAENbHBIMU HAaKOHEYHUKAMHU yAas-
JIM TJIa3My 6e3 3aXBaTa JIEHKOIIUTOB JJISl AaJIbHEHIIen

yTuausanuu. [locse nNpoGUPKH 3aKpblBajlM U BblJep-
»kuBasid ux npu -20°C (B MOpPO3UJIbHUKE) [I0 TOJHOTO
3aMopakuBaHHUs (QOPMEHHBIX 3JEMEHTOB (He MeHee
1 4). 3amopokeHHble GOPMeEHHbIE 3JIeMEHThI 0JIHO-
CThI0 Pa3MOpPaXKMBaJIM NIPU KOMHATHOM TeMIepaType.
B npo6upku ¢ popMeHHBIMU 3/1IEMEHTAMU BHOCUJIH pe-
areHT «/IHK-3KCITPECC-TEHETHKA». O6'beM peakTuBa
ObL paBeH 00'beMY OCTaBIIUXCS B Mpo6UpKe dopMeH-
HBIX 3JIEMEHTOB U IJ1a3Mbl. [locsie BHECEHUS TPOGHUPKHU
3aKpbIBa/IM C 3allle/IKUBaHWeM 3aMo4ka. Comepkumoe
NpOOUPKHU TIIAaTeJbHO NepeMelluBall Ha BOPTEKCe B
TedyeHue 10 cekyHa. Kamium ocaxJaid Ha MHUKpPOLEH-
Tpudyre. [Ipo6UPKH ycTaHABJIMBAIU B IpeJBApUTEb-
HO morpeThbii 1o 99°C TepMOCTaT U BbIIEPKUBAJU IPU
temneparype 99°C B TeueHue 15 MuHyT. [Ipo6Gupku
yCTaHaBJMBa/IN B BBICOKOCKOPOCTHYI MMKPOLEHTPH-
dyry 3aMKOM B CTOPOHY OCH U LieHTpUyrupoBaiu co
ckopocTtbio 8000-14000 06/MHUH TPU KOMHATHOM TeM-
nepatrype B TedeHHe 1 MUHYTHI [lo/ly4eHHBIN TakuM
06pa3oM cynepHaTaHT MCIOJIb30BaJld B KauecTBe MC-
cnegyemoro o6pasua JHK. [sis gnuTenbHOro xpaHe-
HUsl CylepHAaTaHT IePeHOCUIN B YHUCTble MPOGHUPKHU.
06pasibl XpaHUIH Npu +2-+8°C B TeueHUe HeJle/IU WU
npu -20°C o roja.

Jnsa BeisiBaeHUss MyTanui NODZ wucnosib3oBaiu
TecT-Habop «SNP-3kcnpecc-PB», mnpezacraBasitomuii
COOOM KOMIIJIEKT peareHTOB JJisl BbIABJIEHHs MyTa-

162

ISSN 2181-7812

www.tma-journals.uz



i (moamMoporsMoB) B reHoMe yesioBeka (000 HIID
Jlurex, Poccust). AHanusy noaBeprasacb renomuasi JJHK
YyeJsIOBeKa, BblJleJIeHHasA U3 JIEMKOLIUTOB I1eJIbHOW Kpo-
BU ¢ nomouibio peareHTa «JHK-3KCIIPECC-KPOBb». C
o6pasuamu BeliiesieHHoH [JHK napannenbHo npoBoasT-
s /iBe peaKluu aMIIMpUKAILMU — C ABYMS apaMH aJl-
Jiesib-CllellnGUYHBIX paiiMeposB. [lo pe3ysnbraTaM aHa-
JIu3a NOoJy4yasu TPU THUIA 3aK/I0YeHUs: TOMO3UTroTa 1o
asednto 1; retepo3suroTra 12; roMo3UroTa 1o ajjiesnto 2.

Jis mpoBeieHNs1 aMIIMGUKALUMK TPUTOTABIAUBAIN
Y PACCTaBJISIJIM HEOOXOMMOE KOJIMYECTBO GECIIBETHDIX
NPOBUPOK C ONTHYECKUMH KPBIIIKAMH BMECTUMOCTBIO
0,2 MJa Jyig mpoBeJleHUsI aMIUIMPUKALMU B COOTBET-
CTBHUH C KOJIMYECTBOM aHATU3UPYEMBIX P0G C YIETOM
NOJIOKUTENBbHBIX U OTPULIATEJAbHBIX KOHTpoJel. [l
KaXk/IoW NMpoO6bl TOTOBUJIM 2 MPOGUpPKHU: ayienb 1, an-
Jenb 2. 3a 20-30 MUHYT 10 IPUTOTOBJIEHUS paGoueit
aMIMPUKALMOHHON CMeCH W3BJIEKaJd KOMILJIEKT pe-
areHToB A4 [1LIP 13 Mopo3uabHUKA U pa3MopaKuBa-
Ju cofepkuMoe. [IpoGHUpKY ¢ peaKIMOHHON CMeChblo U
MOJTHOCTBIO Pa3MOPOXKEHHBIM PacTBOPOM pa36GaBuUTe-

[Tocne no6aBnenus Taq-mosmMepasbl CMech Iepe-
MelluMBau NuneTHpoBaHueM. [locsie aToro go6aBJis-
Jir o 20 MKJI COOTBETCTBYIOIlel paboueit aMmnindurka-
IIMHOHHOM CMeCH BO BCe COOTBETCTBYIOIIHE MPOGUPKH,
NPUTOTOBJIEHHBIE I aMILUIMPUKaAlMU. 3aTeM BHO-
CUJIK 1Mo 5 MKJ o6Gpasia u3 o6paboTaHHOW aHAJU3U-
pyeMoli mpo6bl B MPOOGUPKY € paGouyedl aMminduka-
IMOHHOW CMecbl0 a/lyiesib 1 U B MPOOUPKY € pabodyer
aMIIMPUKALMOHHON cMechlo asiesb 2. B kauecTBe oT-
pHULIaTeJbHOTO KOHTPOJIBHOI0 06pa3ia B 06a Tuma pe-
aKIMOHHOW CMecH BHOCHUJIM pa30aBUTeNb B 00beMe 5
MKJI. [1o/10KMTeNbHbIA KOHTPOJIbHBIA 06pasel; BHOCH-
J1 B 06beMe 5 MKJI B 06a THUNA peaKLUOHHOW CMecCH.
[IpoOGUPKM MJIOTHO 3aKPbIBAIH U IEHTPUYTUPOBAJIU B
TedeHue 3-5 cexkynz npu 1500-3000 06/MUH npu KOM-
HaTHOU TeMIlepaType Ha MUKPOIeHTpUYTre-BOpPTEKCE.
Jlnst pa6oThl c Habopamu «SNP-3KCITPECC-PB» ucmoJib-
3oBasn FAM kanas. [locse BBefeHHUS YCTaHOBOYHOU
MpOTpaMMBbl [JIsl aHAJIM3a [TePEeHEC/IH TPOOUPKH B IPHU-
60p ¥ MPOBOAMIY aMILIMUKaLuio (TabJr. 2, 3).

Ta6auya 2
JISl TIIAaTeJbHO NepeMelluBasd. [lepemMeniuBanue pas-
6aBUTeNs MPOBOAUIM MyTeM MepeBopauMBaHUs Tpo- Tpozpamma 9. «Rotor-Gene 6000/Q»
OUpPOK, MOCJe TepeMellaHHble peaKIMOHHbIe CMeCU (Corbett Research):
BOpTeKCUpoBaid. JlJiss OJHOW MpPOGHI HCIOJIb30BaU Mpu6HaUTeNBHOE BpeMs paboTh 1 4
c/leAylolylo MPOMOPLUMI0 peareHToB: 17,5 Mk pas-
G6aBuUTesA, 2,5 MKJ peakUHMOHHOW cMecu (ayienb 1 +93°C 1 MUH
u a/mnenb 2), 0,2 Mxa kpacutenb SYBR green; 0,2 Mk +93°C 10 ¢
Tag-nosimMepa3sa. ['oToBUIM 2 paboyre CMeCH: C peak- S
IIMOHHOM CMechlo aijiesib 1 U ¢ peakIlMOHHOU CMecChlo +60°C 10c 35 HUKJI0B
asenb 2. +72°C 20 c (cuuThIBaHUE)
Ta6auya 3
Humepnpemayus pesyabmamos II1JP
An- Ax- Pe3yibTaT
saenab 1 JieJib 2 Y
+ + Cnenududeckast peakius MpouLia
- + HecrabunbHble cMecH aiesb 1, BO3MOXXHO HapyllleHHe METOAUKH TOCTAHOBKH
K+
+ - HecTabusibHble cMecH aJljiesib 2, BO3MOXKHO HapyllleHue METOAUKHU MOCTAHOBKU
AMnindukaiys He MpoILJIA B 06€UX CMeCsX, BO3MOXKHO HapyLIeHHE METOUKHU
[MOCTAaHOBKH
K- ) ) Cnenuduveckass KOHTaAMHUHAILMs OTCYTCTBYET, YypOBEHb IPalMepOB B Ipejiesiax
HOPMBI
o + - ['omo3uroTa no asaento 1
>
SV
= - + ['oMo3urora no asaesnro 2
Rt
= O
g + + [eTeposurora
T A
< = - - AMmnukanus He mpolIa

Pe3y/nbTaT cuUTaNN MOJOKUTENbHBIM, €CJIU 3HaYe-
Husg FAM Ct obpasua MeHblle 27, U OTPULIATEbHBIM,
ecsid 3HayeHue FAM Ct o6pasua 6osbire 30.

[lonyyeHHble NpU UCCJAeLOBaHUM JaHHblEe ObLIU
NOABEPTHYTHl CTAaTUCTHYECKOM 006paboTKe C MOMO-
LB IpOrpaMMHBIX NakeToB SPSS. Ucnosb3oBanu Me-
TO/bl BAPUALMOHHOMN CTAaTUCTHUKHU C pacyeToM cpeJiHel

apudmMeTUYECKON H3ydyaeMoro nokasaress (M), cpen-
Hero KBaJpaTMYecKOro OTKJIOHeHus (o), CTaHAapT-
HO! OomMOKHU (M), OTHOCUTE/IbHBIX BEJUYUH (4acTOTa,
%). CpaBHeHHe 4acTOT FeHOTUIIOB MeX/Jy Pa3/IM4HbI-
MU I'pyNIaMH OLeHUBAJIOCh C HOMOILbIO TECTA X 2 WU
To4yHOro Tecta Puuepa. PaccuuTeiBaIu 0XKUAAEMYIO U
Ha6JII0jJaeMy10 reTepPO3UrOTHOCTD U paBHOBecHe Xapau
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- Barin6epra (PXB). CtaTucTudeckass 3Ha4MMOCTb I10-
JIy4eHHBbIX U3MEPEHUH MPU CPaBHEHUHU CPETHUX BeJIU-
YHH OIpe/iesisiyiv 1o kKpuTepuio CThiofieHTa (t) ¢ BhIUKC-
JIeHUEeM BEpOSITHOCTH OWHOGKHU (p). 32 CTAaTUCTUYECKH
3HAYMMble U3MEHEeHHUs IPUHUMaJIU YPOBEHbD JI0CTOBED-
Hoctu p<0,05.

Pe3ysibTaThl M 0GCYXKAEHUE

JlaHHbIe O PacmpoOCTPaHEHHOCTU MYTAHTHBIX aJj-
Jgejedt Kaxaoro Bapuanta NOD2 npejcraBiieHbl B Ta-
osaunnax 4, 5. Myranusa 3020 insC uMesia HauGOBIIYIO
yacToTy y 60sbHBIX K (9,0%), HO ee yacToTa TaKxe
Obly1a BBICOKOW B KoHTpoJie (7,5%). Kak u oxujanocs,
obujasi yacToTa MyTHpoBaBIIKMX XxpoMocoM NOD2 mpu
SK Bbllte, yuem B momynsnuu. OJJHAKO 3Ta pa3HUIA He
OblIa CTATUCTUYECKH 3HAYMMOU. [eTepo3uroTHbId Ba-
PHAHT BCTpedasicsl MPaKTUYeCKU B OZJMHAKOBOW 4acTo-
Te 1y 60/bHBbIX 1K ¥ KOHTPOJIbHOU IPYIIIbI COCTABJISA
cootBeTcTBeHHO 6,0 1 5,0%. Kpome Toro, cpaBHeHHE

CYMMapHBIX YacTOT ajiiesed Mexay nagueHtamu ¢ K
Y KOHTPOJIEM He BBIIBUJIO CTATUCTUYECKUX Pa3TUIUN
(p=0,1). JlaHHBIE HCCIEOBAaHUIN B €BPONIEHUCKUX KOTOP-
TaX MOKa3bIBAIOT, YTO MyTalnuu B rene NOD2 yame ac-
conuupoBansl ¢ BK, a He c¢ K, npu 3ToMm yacToTa UX
3HAYUTEJbHO BbIlE, YeM B MOMYJISLIMH KOHTPOJIbHBIX
rpynn. B 4acTHOCTH, B KpyNHBIX MCC/Ie0BaHUSIX, MTPO-
BeJIeHHbIX B CTpaHax 3amaZHou EBporbl, yacToTa My-
taguu 3020 insC y nauuenToB ¢ BK MoxeT gocturaTb
30%, torma kak mpu fK 3TH mokasaTesu OCTalTCs
HIDKe U BapbUPYIOT B npejesax 5-10% [4,6,10,13].
CpaBHUMBasi MoJlyueHHble HAMH JJaHHBIE C Pe3yJib-
TaTaMH HCCIAeJJOBAHUN 3apyOeXXHbIX KOJLJIEr, MOX-
HO OTMETHUTb, YTO X0TA yacToTa MyTanuu 3020 insC y
60sbHBIX SIK B HallleM MccieJoBaHUM BhIIIE, YEM B He-
KOTOPBIX aHAJIOTUYHBIX 3apYOEXKHBIX HCCJET0BAHUSAX,
o611as TeHJEeHLMS B O TBEPXKAEHNE CBI3U MEXAY MY-
tanueit NOD2 u fIK ocraérca HeogHO3HAUHOM (TabJ1. 4).

Ta6auya 4

Pe3yibmamul uccsedoganutl no onpedeieHul0 00HOHYK/1e0MUdHbIX NOAUMOPPHU3MO8
2eHa NOD2 (3020 insC CARD15) y 60.16HbIX K u 1uy KOHMpo16HOI 2pynnbl

leHoTHIT JlnanasoH yactot*
[pynmna x2*
roMo31roTa reTepo- roMO3UroTa 1o aJj- atens 1 | amrens 2
o asieso 1 3UroTa Jiento 2 (UKUH reH)
Bosibhbie K, n=100 85 6 9 51.25 0.88 0.12
KonTposb, n=200 175 10 15 104.3 0.9 0.1

IIpumeyanue. * PXB.

[IpouenTt myTtanuu Gly908Arg (BcTpeyaeMoCThb 1U-
KOr'o reHa — aJijieJib 2, TOMO3UroTa) cpe/iu 60ybHbIX AK
B HallleM McC/IeJ0BaHUM cocTaBul 7,0, YTO OYTH BABOE
BBbIIlIe, YeM B KOHTpOJIbHOM rpynne. Kpome Toro, rete-
PO3UTOTHBIN reHOTUN y 60JbHBIX SIK BcTpeyasics ¢ va-

crotoir 11,0%, uyTo 6Gosiee yeM B 1,8 pasa mpeBblina-
€T ero BCTPEYaeMOCTb CpPeJH 3/0POBOTO HaCeJeHHUs
(6,0%). Takum o6GpasoM, obIasi 4YacToTa MyTHPOBAB-
mux xpomocoM NOD2 y nauuenTos c¢ fK 6b11a 3Ha4M-
TeJIbHO BBIIIE, YeM B 061l MomyAsiiuu (Tabut. 5).

Ta6auya 5

Pe3yabmamul uccsedoganuil no onpedeieHul0 00HOHYK/1e0mUudHbIX NOAUMOPPHU3MO8
2eHa NOD2 (Gly908Arg CARD15) y 6oabHbix AK u AUy KOHMpoabHOUl 2pynnsl

leHoTun Jluanason yactot*
['pynna X2*
by ;g“;g;g;?g% reTepo3urora HF 8 gg;g;?;;_ asienb 1 aJleNb 2
BosibHbIe K, n=100 82 11 7 24.71 0.875 0.125
KonTtpoJsib, n=200 180 12 8 58.14 0.93 0.07

IlpumeuaHue. * PXB.

B uccienoBaHusAX, NPOBEJEHHBIX B €BPONEUCKUX
cTpaHax, MyTauuu B reHe NOD2 (Bkutoyast Gly908Arg)
yaie accouurpoBaHbl ¢ BK, npu koTopol ux yactora
MoxeT npeBblmaTh 10-15%, T.e. 3HAYUTENBHO BBHIIIE,
yeM npu fAK. Tak, J.P. Hugot u coasT. [10] npogemMoH-
cTpupoBasy, 4To MyTtauuu NOD2 cBA3aHbI IpeuMylie-
cTBeHHO C BK, ux npucyTcTBue B KOHTPOJIBHBIX IPYyII-
nax pesiko npesbimaeT 5%.

B To ke BpeMs B APYroM HCC/IeJ0BaHUH ITI0KA3aHO,
yTo yactoTa MmyTtauui Gly908Arg y naunenTos c K Ba-
pbupyeT B npejenax 5-10%, 4To corsiacyeTcs ¢ HallU-
MU AaHHbIMU [13]. Bricokasi BcTpeyaeMoOCTb reTepo-
3UroTHbIX GopM y 6osibHBIX fIK MOXeT yka3bIBaTh Ha

BO3MOXXHbIY BKJIaJ, 3TOM MyTalUU B NIpe/ipaclo/IoKeH-
HocTb K fK, X0Ta ero BiusHUe 0cTaéTcsa MeHee BbIpa-
>)KeHHbIM, yeM nipu BK.

Paszsiinuus B yacToTax, ojlydeHHble HAMHU U OTIUCaH-
HBbIX B 3apy0eXHOM JiuTepaType, MOTYT OObACHATHCS
HOMy/SILIUOHHBIMU OCOGEHHOCTSMU. B HEKOTOPBIX KO-
roprax yactora MmyTanuid NOD2 MoxkeT ObITh HHMKe UK
BbIllle B 3aBUCUMOCTHA OT 3THUYECKOW MPUHAMJIEHKHO-
CTH Y pervoHajibHbIX ¢akTopoB. Tak, B Hccies0BaHU-
AIX, IPOBEe/IEHHBIX B CKaH/JMHABCKUX CTPaHax, ObLjIa BbI-
ABJIeHa HEeCKOJIbKO MeHbllas JyactoTa MyTtauuid NOD2
npu AK mo cpaBHeHHIO c Gojiee HOXKHBIMU PErHOHAMU
EBporsl [4,6].
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ITU pe3y/nbTaThl MOAYEPKUBAIOT HEOOXOAUMOCTH
JaJIbHEUIIUX MCCJIEJOBAaHUNA C YYETOM IOMYJISI[MOH-
HbIX pa3JIM4YMi /1 yTOUHEeHUd BKIaAa myTauuid NOD2
B pasBuTHe K v nmoATBepkAeHUS HALIMX JJAHHBIX Ha
6oJiee LIMPOKUX BbIOOpPKax. Takke BaXKHO UCC/IEJ0BATH
BO3MOXKHbIe B3aMMOJIEMCTBUS MEXAY reHeTHYeCKUMHU
daKTopaMH M BHEIIHUMHU BO3/IeMCTBHUSIMH, KOTOpbIE
MOTYT OKa3bIBaTh BJMSIHKE HA MPEJPACION0KEHHOCTh
K BOCHAJIMTEJIbHBIM 3a60/IeBaHUSIM KUIIEUHHKA.

3akji04eHue

B 1jes10M noJsiyueHHble HAMU JIaHHbIE SIBJSIOTCS aK-
TyaJIbHBIMHU [IJIs OlleHKH BapuaHToB rena NOD2 (3020
insC u Gly908Arg) B y36ekckoi nonysasuuu. Haie wc-
clefoBaHue oATBepAuo0, uTo reH NOD2 3HauuMo ac-
counupoBaHt c fK. [losyyeHHbIe pe3y/IbTaThl YKa3bIBa-
I0OT Ha HEOJHOPOJHOE pachnpejeseHre MyTallud reHa
NOD2 B ys6ekckod momynsiuud. HeoGXoquWMbl [Jjaib-
Hellllve KCC/e/JOBAaHUs JJIs1 U3yUYeHUs] TeHEeTUYeCKHX
Y UMMYHoJIoT4eckux paktopoB B3K B y36ekckol mo-
MyJISILUY C UCTIOJIb30BAaHUEM 60Jiee KPYIHbBIX IPYIII Ma-
I[UEHTOB.
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OLEHKA OAHOHYKNEOTUAHbIX MYTALUN B
FEHE NOD2 Y NALUUEHTOB C ASBEHHbIM
KONUTOM B Y3BEKCKOW nonynauuu
Tawnynatosa LW.A., Ocunosa C.O., Tonumes A.X.,
Haspysos b.C., Tagmes b.M., Muppaxmmoa H.M.

Lleaw: onpedenenue uacmomel anneneli 08yxX 0CHO8-
Hblx sapuaHmos 2eHa NODZ u swviacHeHue accoyuayull
3mux noAUMOopg@u3MOo8 ¢ passumuem 136eHHO20 Koauma
cpedu y3bekckoli nonyasayuu. Mamepuaa u memodvl:
o6csedosansl 100 nayueHmMos ¢ 136eHHbIM KOJAUMOM U
200 300po8bix AUy (KOHMPOAb) € UCNO16b308AHUEM MO-
JIeKyAsipHO-6uo102u4eckux Memodos. Pe3syaemamul:
yacmoma mymayuu 3020 insC y 60/1bHbIX 138€HHbIM KO-
aumom (9,0%) 6vi1a evlwe, yem 8 konHmpose (7,5%), Ho
pasHuya cmamucmuyecku HesHayuma. Iemeposuzom-
Hblll BapuaHm ecmpeyacs ¢ yacmomoti 6,0% npu si3geH-
HoM Koaume u 5,0% e konmpose. Yacmoma Gly908Arg y
nayueHmos ¢ 136eHHbIM Koaumom cocmasuaa 7,0%, noy-
mu edsoe sblule, YeM 8 KoHmpoJe. Bbl8odbl: nosyveHHble
HaMUu pe3yi1bmambsl no0meepouau 3HaYUMYH0 C8513b 2eHa
NOD2 ¢ A38eHHbIM KOAUMOM U NOKa3a/au HeodHOpodHoe
pacnpedesieHue e2o Mymayuil 8 y36eKckoll nonyAsiyuul.

Katoueavle caoea: NOD2, si36eHHbIU Koaum, Myma-
yus, 3020 insC, Gly908Arg.
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K CBEAEHUIO ABTOPOB

CTATbU NMPUHUMAKTCA TO/IbKO O®OPMJIEHHbIE B CTPOITOM COOTBETCTBUU C NPUBEAEH-
HbIMW MMPABUJIAMMN!

ITPABHJIA O0®OPMJIEHHA CTATEH

Kypuan «BectHuk TalrkeHTCKONW MeJMIIMHCKOM aKa/JeMHUH» BBIXOJUT C NEPHUOAMYHOCTBI0 1 pa3 B Mecsau. B
»KypHaJl IPUHHUMAIOTCS CTaTbU COTPYAHUKOB BY30B U MeAUIIMHCKUX LIEeHTPOB Pecny6JIMKY, a TAK)Ke ClIeL{HaJlnCTOB
13 GJIMKHETO 3apy6exKbsl.

CTaTbs 0/KHA ObITh HAabpaHa Ha koMIbloTepe B nporpamMMe Word. [1oJist: BepxHee U HUXHee 2 cM, JieBoe 3 CM,
npaBoe 1,5 cM. OcHoBHOM mpudT Times New Roman, pasMep uipudTa 0CHOBHOIrO TeKcTa 14 NyHKTOB, MEXCTPOY-
HbIH MHTEPBaJI NOJyTOPHBIN, BbIpAaBHUBAHHUE TEKCTA 110 LHMPHHE, a63alHbIH OTCTyN (KpacHas cTpoka) 1,5 cm.

HyMepanusa crpaHul He BefieTcsl. PUCYHKHY BHeZipeHbl B TeKCT. [1of KaX/ibIM PUCYHKOM J0JKHA ObITh IOAIMCD.

Cnucok suTepaTypbl opopmisieTcs corsacHo TpeboBaHusaM 'OCT. UcTouHUKH (TOIBKO Ha sI3bIKe OPMTIHUHA-
Jia) MepevyucadaioTcs B apaBUTHOM Nopsjke (CHayala Ha PyCCKOM, 3aTeM Ha MHOCTPaHHBIX A3blKax). CCbIIKM Ha
aBTOPOB B TEKCTe NMPUBOJATCA B KBaJpaTHbIX CKOOKAx C yKa3aHHWeM UX MOPSZAKOBOr0 HOMepa COIVIAaCHO CIHUCKY
[1,2]. OTBeTCTBEHHOCTH 32 NPAaBUJILHOCTD U I0CTOBEPHOCTD JJaHHBIX, IPUBE/IEHHBIX B CIIMCKe JIMTEPaTypPhl, BO3J1a-
raeTcst Ha aBTOPOB.

IIpu cocmaeeHuu cnucka Aumepamypbsl yKa3wvl8amcs: 018 KHU2 - pamuius, UHUYUua/1sl asmopos, Ha3ea-
HUe KHU2U, Mecmo, usdamenbcmeo, 200 u3daHus, KoAu4ecmeo cmpaHuy; 0151 #CYPHAAbHbIX cmamell - gamuaus
U UHUYUA/IbI A8MOPO8, HA38AHUE CMAMbl, HA38AHUEe HCYPHAAA, 200, HOMep, cmpaHuysl (om - do); 0151 cmameltl us
C60PHUKO08 - haMuaus U UHUYUA/IbI A8MOPO8, HA38AHUE CMAMbl, Ha38aHUe CO0PHUKA, Mecmo U 200 U30aHus, cmpa-
Huys! (om - do); 0151 asmopedhepamos duccepmayuil - pamuaus U UHUYUAAbI ABMOPA, HA38aHUe duccepmayuu,
dokmopckas uiu kaHdudamckasi, Mecmo u3daHusi, 200, KO.1U4eCma8o CmpaHuy.

B xypHane BectHuk TMA wumeroTca pybpuku: «Hosvie nedazozuveckue mexHoi02uu». «0630pbl»,
«IKcnepumMeHmMaabHas MeduyuHa», «Kaunuveckas meduyumar, «'uzuena, canumapus, snudemuoo2us», «[llomoujs
npakmuveckomy epayy», «TpubyHa mo.100bix». 06 beM 0030pHBIX cTaTel — 20 cTpaHHUL, CIHCOK UCII0Ib30BaHHOU
autepatypsl — 40-50 ucTouHHUKOB. O6'b€M aHHOTALIUM Ha TPeX s13bIKaX (Y36€KCKOM, pyCCKOM, aHIVIMHACKOM) K 06-
30PHBIM CTAaTbsIM He JloJiKeH npeBbiaTh 0,3-0,5 cTpaHUIb, € KJIIOYEBBIMU cJI0BaMHU (3-5 c/10B).

O6beM craTel, mnpejHa3HAUYEHHBbIX [ MNyOJUKALMM B pPYyOpPHKaX «IJKCIEPUMEHTAJIbHAs MeJUIINHA»,
«KnnHndeckas MenunuHa», «CaHUTapusi, TUTHEHA, 3NUAEeMHU0JIoTUs» (COOCTBEeHHBINA MaTepuain) — 9-12 crpaHul,
CIIMCOK JINTEPATypbl — He 6osiee 12-15 UCTOYHUKOB TakXe B aipaBUTHOM NOPsJKe.

CTpyKTypa OpUrHHaJIbHOU CTAThU JOJKHA OBITh C/leylolleli: BBeJJeHHe, MaTepHaJ/l U MeTO/Abl, pe3y/IbTaThl
U 06CyXK/AeHue, 3aKJII0YeHe UM BbIBOABI, CIMCOK UTHPYEeMOMH JTuTepaTyphl. TabIuULbI JO/KHBI KMeTh 3aro-
JIOBOK. B TekcTe cyiefiyeT ykas3aTh CChIJIKY Ha TabJuIly, HOBTOpeHHe IpHBeJeHHbIX B Hell JaHHbIX He JOMyCKa-
eTCsl. AHHOTAIMHU K CTaThsIM, COZlep>KalliiM CO6CTBEHHBIN MaTepuaJl, J0/HKHbI ObITh CTPYKTYPUPOBAaHHBIMY, T.€. CO-
Jlep>kaTh (KpaTKo): IieJib, MaTepuaJ/l 1 METOABI, pe3y/bTaThbl, BEIBOABI, KJII04eBble c10Ba. OQopMIIAI0TCA TaKxKe
Ha Tpex A3bIKaX.

O61mue TpeboBaHUs K 0POPMIEHUIO0 HAYYHOU CTAThU.

B Havasie cTaThbU ¢ BbIpaBHMBaHMEM Ha3BaHUs CTAaThU 110 LIeHTPY YKa3bIBAlOTCS C KPACHOM CTPOKMU:

- HOMep M0 YHUBepcalbHOU AecaTUUHOM Kiaccubukanuu (YK)

- Ha3BaHUe CTAaTbU (CTPOYHBIMHU OYKBAaMM) Ha TOM, s3bIKe, HAa KOTOPOM HalMcaHa CTaThd,

- baMMIMS M HTHULKAJIBI aBTOPA,

- Ha3BaHHe OpraHU3aluy, B KOTOPO BbINOJIHAIACL paboTa.

Jasee B TOM e nocJie0BaTeIbHOCTH MHGOPMALUA IPUBOJUTCSA HA PYCCKOM M aHIVIMMCKOM f3bIKaX.

Cmambs do1dicHa codepicams:

- KpaTKoe BBeJleHHe (He Bbl/iess1eTcs),

- IleJIb MCC/Ie;OBaHUA,

- MaTepHaJibl U METO/ bl ICC/IEJOBAHUS,

- pe3yJIbTaThl HCC/IeA0BaHUsA U MX 06CYXK/eHMe,

- 3aK/II0YeHue,

- BBIBOABI.

B KoHIle cieayeT yKa3aTb HOMep Tesie¢pOHA aBTOPA, C KOTOPBIM MOXKHO OyZeT BeCTH peJaKIMOHHYIO PaGOTYy.
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