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[ToniMopdizM OTUHUYHKX HY-
kieotuiB (single nucleotide po-
lymorphism, gani — SNP) ne-
XKHUTh B OCHOBI MOMYJIAIIAHOT
PI3HOMAHITHOCTI 1 sIBJIsIE COOOTO0
HAWMOMIMPEHIIINI TUIT TOTIMOP-
¢hizmy B renHomi agroauHu [1].
HyxkineoTtuagHna ocHoBa BBaxa-
€TBCS MTOJIMOPGHOIO, SKIO BOHA
3yCTPIYAETHCS Yy MEBHIN MO3UITIT
B nociigoBHocti JIHK sk MmiHi-
MyM Yy JIBOX BapiaHTax 3 4acTo-
TOrO He MeHIe 1 % g Haipia-
KicHimoro BapianTa [2]. Sk i
MikpocaTteniTHi Mmapkepu, SNP
MOXHa BUKOPHUCTOBYBATH INPHU
KapTyBaHHI TaKMX O3HAK, K Te-
HETUYHO JETEPMIHOBAHI 3aXBO-
pIOBaHHS Ta IHJAWUBIAyalbHA
CTIPUUHSITINUBICTD JIO JIIKIB, JUIS
imenTudikaii 30yIHUKIB 3aXBO-
pIOBaHb, Y CYIOBIil MEAUIIUHI.
IlepeBara BUKOpPUCTaAHHS OJIU-
HUYHUX TOJIMOPGHHUX HYKIIEO-
THAIB K MapKepiB MOJATAE B
TOMY, 1[I0 BOHU 3HAYHO MEepPeBep-
HIYIOTh MIKPOCATENITH B KiJIb-
KICHOMY BIJHOIIIEHHI: Y T€HOMI
JIOAMHU OJIH TOJIIMOP(HUHN HYK-
JIGOTHU]] 3YCTPIUAEThCS B cepe/i-
HbOMY Ha THUCSAUY Map HYKJIEO-
THUIHUX OCHOB [2; 3].

B ocranHui poku oCHOBHI 3y-
CUJUISL TOCITITHUKIB OYJIO CITpSi-
MOBaHO Ha IMEHTU}IKAIIIO 1 Ka-
tayorizaniro SNP. V 3B’a3ky 3
HArpoMaJKeHHSIM iH(opmaii
1010 MOJIMOP(MHUX OTUHUIHHUX
HYKJICOTHIB BUHUKIA HEOO-
XIHICTD y pO3pOOJICHHI CHCTEMHU
IXHBOTO IIBHUJIKOIO aBTOMAaTH30-
BaHOTO posmizHaBaHHs. [Ipu Bu-
BueHHI SNP Tpaaumiitamii crocio
BH3HaueHHs nocmigoBHocTi JIHK
— CEKBEHYBAaHHS 32 METOJIOM,
3aIIPOTIOHOBAHUM Sanger 1 CITiB-

aBT. [4], — OyJo 3a 3arajJpHOIO
JTYMKOIO BHU3HAHO HAJA3BUYANWHO
TPYAOMICTKHM 1 BUTPATHUM ITIPO-
necoM. CekBeHyBaHHS 3 BUKO-
PHUCTaHHSM Tejlb-elIeKTpodope-
3y, SIKUM € JaHWUH METOII, TeHe-
py€ HaUIMIIKOBY iH(pOpMAIIiTo,
TUMYacoOM SIK JJIsI BUSIBJICHHS
SNP, a takox iHCeplid Ta Je-
Jemid omHiel Ta OibIIe OCHOB
JTIOCHTH IMPOAHAN3yBaTU TO-
CJIJTOBHICTh 3 KIJIBKOX HYKJI€O-
tiaiB [1]. MOKIUBICTD IIBUIKO
i eeKTUBHO TpoaHaIi3yBaTH
HeBenuki aiisHku JIHK BuHukna
B pe3yJbTaTi pO3pPOOJICHHS TeX-
HOJIOT1] TIPOCEKBEHYBaHHSI.

Meta ganoi pobotu — aHa-
713 OCTAHHIX JTOCSTHEHb B PO3-
pOOJIEHHI TEXHOJIOTIi MmpoceKBe-
HYBaHHS, OTJISAI 3pa3KiB BIIPO-
BaJPKEHHS JaHOI TEXHOJOTII y
KJIIIHIYHY TIPaKTHKY.

Ilpunuun mipocekBeHyBaHHsI

[Tpomec mipocekBeHyBaHHS,
ab0 CeKBEHYBaHHS 3a JTOMOMO-
rOI0 CHHTE3y, CKIAaJa€eThCs 3
KITBKOX (DepMEHTATUBHUX pe-
aKIif, CIpsIMOBAaHUX Ha OOJIK
KUTBKOCTI HEOPTaHIYHOTO TipOo-
dbochary, mo BUIITAETHCA B
Mpolieci MpUeTHAHHS HYKJIEO-
THAIB 10 CHHTE30BAHOTO JIaH-
mrora JIHK [5-7]. 1o mepeBar
JTaHO1 TEXHOJIOTIi 3apax0oBYIOTh
TOYHICTh 1 aBTOMATHYHICTh MPO-
1ecy, a TaKOX BIJICYTHICTh He-
00X1IHOCTI BUKOPUCTOBYBATH
MideH1 HYKJIEOTHAU Ta Teib-
ejekTpodopes.

V nporieci MpoceKBEHYBaHHS
amrutigpikoBana metoaom ITJIP
matpuns JHK riopuansyerncs
3 MpaiiMepoM JIJisi CeKBEHYBAHHS
Ta iHKyOyeThes 3 JAHK-momime-
pa3oro, AT®-cynasdypunazoro,
morrdepasoro 1 ampasoro, a Ta-

KOX 3 cyOcTpatramMu — aJieHo-
3uH-5'-pocdocyabpdhaTom 1 Tio-
nupepuHoM. Y peakiiiiHy cy-
MIIII TTOJTA€THCS OJIUH 13 YOTUPHOX
JIE30KCUHYKIeOTH Tpudocda-
TiB (tHT®), mo 3a 1onomMoro:o
JHK-nonimMepasu BKIIOYAETHCS
B cuHTe3oBaHui jganutor JJHK y
BUMAJIKY KOMIIJIEMEHTApPHOCTI
OCHOBI B JTaHLI031 MaTpuil. [1pu-
enHanHs tHT® npuBoauTh no
BUJIICHHS JesIKOi KiTbKOCTI
HeopraHiuHoro mipodocdary.
AT®-cynsdypuiraza B IpucCyT-
HOCTI aJieHO3uH-5'-dochocyab-
dhaty meperBopioe mipodocdart
Ha AT®, HEOOXITHMI IS TTepe-
TBOPEHHS TIONU(EPUHY HA OK-
cunronudepuH, Mo KaTamdizy-
eTbes monudepasoro. [pu 1po-
MY OKCUIIIONH(GEPUH BHIIIISE
KBAaHTH BUJAUMOTO CBiTIA Yy
KUTBKOCTI, IPOTOPIIHHIN KJTb-
kocti AT®. Buainene cBiTiio
(hikcyeThCs MpUIIAZOM 13 3aps-
noBuM 3B’s13koM (CCD-kamepa)
1 BiAMida€eThCs MIKOM Ha Iipo-
rpami, BUCOTa SIKOTO ITPOTIOPIIIiA-
Ha KUTIBKOCTI MOCIIIOBHO BKJIIO-
YEHUX OJHAKOBUX HYKJICOTHIIB.
I'ereporennictes JAHK-maTpumi
(y BUIaaKy reTepo3UroTHOCTI
32 MEBHUM OJWMHUYHHUM HYKJIEO-
TUJIOM) MPU3BOJUTH 10 3MEH-
IIEHHSI CBITJIOBOT'O CUTHAJy TPHU
Iogayi B peakiliiHy CyMII IIeB-
Horo mHT®, mo Bigm3epka-
JIOETHCS Y 3HUKEHHI BUCOTH
IMKa Ha Iiporpami MOPIBHSHO 3
MiporpaMor0 rOMOTEHHOI MaT-
pumi. Jlaruii (heHOMEH H03BOJISIE
IIEHTU(IKYBATH TE€TEPO3UTOT-
HUM CTaH MOJIIMOPGHOI0 HYKJICO-
THAy. Y pasi HeKOMILJIEMeHTap-
nocti ftHT®, mo mogaeTscs B
peaxkIiiHy CyMilll, HyKJICOTH/I-
Hili OCHOBI B JIAHIIIO31 MaTpPHUIlL
BiH HE BKJIIOYAETHCS B JIAHIIIOT,
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[0 CUHTE3YEThCS, 1 CBITIO HE
BUIIPOMIiHIOEThCA. Bech mporuec
BiJ ImojiMepu3alii g0 AeTeKIIii
CBiTJIa TpuBae 3—4 ¢ Ipu KiMHAT-
Hill Temmepatypi [8].

HannumkoBi HeBOygOBaHI
IHTO® py#HHYIOTbCA (bepMeH-
TOM amipasolo, MIC/Is YOro Bij-
HOBJIIIOETHCSI BUXIAHUN peakLiii-
HUM PO3YWH 1 B CYMIIll TTOJIA€Th-
cs HactynHuii THT®D. Axtus-
HICTh amipa3u J03BOJISIE A0a-
Batu HOBUM MHT® y peakiiii-
HY cyMim kKoxHi 65 ¢. Ha na-
HUH yac mpouec LIJIKOM aBTO-
MaTtu3zoBaHo [1].

OCKIJIBKU /1€30KCHA/IEHO3UH
tpudochar (tATD) e cyberpa-
ToM ISl Jmonudepasu, 3aMicThb
Hboro sk AJHT® Buxkopucrony-
10T O-TioTpudochaT ne30KCu-
aneHo3uH (TAT®aS). Crouatky
e(peKTUBHUI BHUXiJ MIPOCEKBEHY-
BaHHS ckiagaB naHipor JHK 3
He Oinbuie sk 30 map HyKJeo-
TU/IB Yepe3 3HMKEHHS 30aTHOCTI
amipasu pyinyBatu tHT®, mo
MOCIIIIOBHO MOAAIOThCSl B PEaAK-
HiHY CyMill 1 OCTIHHO 1i pO3-
O0aBnsoTh [1; 9]. 3a manumu
Garizadeh i cniBaBT. [9], BUKO-
puctanus Sp-izomepy nATPaS
3HAYHO MiABUIIYE €(EKTUBHICTH
nii JIHK-nomimepasu i amipasmu,
Ta, BIAMIOBIAHO, JO3BOJISIC 30171b-
IIUTH AOBXHUHY MPOIYKTY MipO-
cekBeHyBaHHs 10 50-100 Hyk-
neotuniB. EdexTuBHICTh mipo-
CEeKBEHYBAHHS MOJXHa IiJIBU-
IIUTHA TaKOX BapilOBaHHSM IIO-
crnigoBHOCTI mogaBanHs THT® y
peaxuiiiny cymim.

[Ipn BUKOpHCTAHHI TEXHO-
J0Ti1 MipOCEKBEHYBAHHS TPaaH-
I[IHO 3aCTOCOBYETHCS OJTHOJIAH-
mroroBa JJHK-matpuns [7], aky
OJICPKYIOTh IIIAXOM iMMOOiTi-
3anii npoayktis I1JIP Ha mo-
BEPXHI MOKPUTHUX CTPENTaBIIU-
HOM MarHiTHuUX OycuH. Sk mome-
penHiit eTanm HeOOXiHO OIOTHHI-
moBatu oauH i3 [1JIP-npaiime-
piB, OCKUIbKM OIOTMH Ma€ BHUCO-
KY CHOPIIHEHICTh 10 CTpenTaBi-
nuny [8]. IMicms imMoO0imizarii
6ioTuHiLTbOBaHUX NpoaykTiB [1JIP
MarHiTHI OyCUHU TPHUYl IPOMU-
BAIOTh JUISl BUJAJICHHS MpaiiMe-
PIB 1 HYKJIEOTHIIB, IO 3aJIUIIN-
JIACA Ticis amrutigikarii, Ta 00-

pOOASIOTE JTYyroM AJs MOy
naHoKKiB. KoxeH 13 aHIoxK-
kiB IHK 3romom moxe cayry-
BATU MATPULEIO JJISI CHHTE3Y.

o HemomiKiB METOIUKH MPHU-
FOTYBaHHS OJIHOJIAHIIOTOBOT
JHK 3apaxoBytoTb BUTpaTHY IIpO-
uenypy immoOinizamii [TJIP-po-
nykTiB 1 6ioTuHimoBanHs [1JIP-
HpaI/IMeplB crienupiYHUX 10
nepuoi ainsaku JJHK. Guo i
Milewicz [10] 3anpomonyBaiin
BUKOPHUCTOBYBATU yHIBEpCAJIb-
HUI OI0TUHITLOBAHUH IpaliMep 3
MOCTiA0BHICTIO 3 20 HYKJIEOTH-
JIiB, sIKa HE KOMIIJIeMEHTapHa
’KOJTHI! TIOCITIIOBHOCTI JIIOJICBKO-
ro reHomMy. Y oMy pasi B MMpo-
ueci [TJIP yniBepcanpHuii 6i0TH-
HIJTbOBAHMM TpaiiMep NMpUETHY-
erbca no crnenudiunux ITJIP-
MpaiimMepiB, 110 MONEPETHHO CUH-
TE3yIOThCA TaKUM YMHOM, 100
ixHi 5'-kiHII Oy KOMILIEMEH-
TapHi 3'-KIHIIO yHIBEPCATBHOTO
npaiiMepa. Bukoprcranns yHiBep-
CAJTLHOTO 010TMHLTLOBAHOTO Mpaii-
Mepa JI03BOJISIE 3HAYHO CKOPOTHTH
4acoBi Ta MaTepialibHI BUTPATH,
TOB’s13aHi 3 HEOOXIHICTIO O10THHI-
JIIOBaHHS KOKHOI mapu crienudiy-
nux [1JIP-npaiimepis.

3acrTocyBanns
nipoceKBeHYBaHHS
1151 BUBYEHHSI T€HETHYHOL
00yYMOBJ/IEHOCTi 3aXBOPIOBaHb
Ta e(peKTUBHOCTI JiKapchbKOi
Tepanii

Ho cporoai I,HeHTI/I(blKOBaHO
Oinple ABOX MINBUOHIB MOJIi-
MOP(GHUX OAMHUYHUX HYKIIEO-
tuaiB [11], 3MIMCHIOIOTBCS CITPO-
O6u acomioBaTi NOAIOHI BUMA-
KM TOJIMOP}i3My 31 CXUIBHICTIO
10 1117101 HU3KU XBOpoO. Bukopu-
CTAHHS MIPOCEKBEHYBAHHS 5K
METOJY €KCIpPeCc-TeHOTUITyBaH-
HS BEJINKOI KUIBKOCTI ITAILli€HTIB
JIO3BOJISIE BU3HAYNTH U yTOYHHU-
™1 posb SNP y maTorenesi KoH-
KpPETHUX 3aXBOPIOBAHb.

Kinpka mocmimxenp monioHo-
ro 1jia”y OyJio TMPUCBSIYEHO BU-
BUCHHIO 3B’SI3KYy TOJIIMOP(iZMy
TeHiB, 10 KOAYIOTh IHTEpJeHKi-
HU, 3 PO3BUTKOM ITyXJIMHHHX 3a-
xBopioBaHb. Rivera-Chavez ta
CIiBaBT. [12] BUKOPUCTOBYBAIHU
MMpOCEKBEHYBAHHS JJIsI JTOCITi-

JUKEHHSI BIUIUBY TPHOX HYKJIEO-
tunHux 3amiHn (597G - A,
572G - C 1 174G - C) y mpomo-
Topi reHa IL-6 Ha cuHTE3 iHTEp-
Jeikiny-6. 30UIbIIEeHHST PIBHSA
JTAaHOTO OiJIKa 3BUYAWHO CyHpo-
BOJDKY€ MYXJMHHY MPOTPECII0
NP MyXJIMHAX TOJIOBH, IIHi, TOP-
TaHi, MIJIYHKA, MEYIHKHU, Mif-
IUJIYHKOBOI 3aJ103U, KUIIEYHUKY,
HUPOK, SieUHUKA. BCTaHOBJEHO,
10 HAUMEHIINH PiBEHb eKCIpecii
rera IL-6 criocTepiraetbcst y ro-
MO3UTOTI 3 TalIOTUIIOM, IO
MICTHTB afeHiH y mo3utii 597 i
LIUTO3WH — y mo3ulii 174. Bix-
MOBITHO /IO IIUX TaHUX BUSBIIE-
HO 3B’A30K MIiX /J030I0 ajeis
174C 1 TpUBaJICTIO XUTTS TPHU
paky sieunuka [13]. HasBHicTh
IIBOT'O aJIeJIsl ACOILIIOETHCS 3 PaH-
HBHOIO CTAJI€I0 pakKy i, HA ITyM-
Ky aBTOPIiB, MOXeE CIIyT'yBaTH
IHAMKATOPOM OiIbIN CHPUSTIN-
BOTO pEe3yJIbTATy 3aXBOPIOBAH-
Ha. [Iporte mpu aHami3zi METOIOM
nipocekBeHyBaHHs G174C momi-
Mopdizmy B mpomoTtopi IL-6 y
XBOPHX Ha €HJOMETPIO3 HE BIa-
JIOCSI BUSIBUTH 3B’S30K MK T€HO-
THUIIOM 1 pIBHEM IHTEpJICHKIHY-6
y CHPOBATIIl, XO04Ya y XBOPHUX BiH
OyB BHIIUM, HIXX Y KOHTPOJIBbHII
rpymi [14]. ABTOpU BBaXXaroTh,
0 TeHOTHUI y mo3ullii 174 He
BHOCHTH ICTOTHOTO BKJIAAY Y
MMaToTreHe3 eHJAOMETPIo3y B IIi-
JIOMy, OJiHaK ajienb 174G miaBu-
IIye€ PU3NK PO3BUTKY OTHOTO 3
WOro pi3HOBU/IIB — CHIOMETPIO-
3y 3 YTBOPEHHSM IMIOKOJATHUX
KiCT.

Sivertsson et al. [15] mpoBenn
MOPIBHSHHS €(DEeKTUBHOCTI MipO-
cexkBeHyBaHHs Ta SSCP (single-
strand conformation polymor-
phism)-ananizy npu geTexiii
MyTaIrii y komgonax 12, 131 16
N-ras rena, mo BIUIMBAIOTh Ha
PO3BHUTOK 3JIOSKICHOI MEJTaHOMU.
BigzHaueHo, 110 MiPOCEKBEHY-
BaHHS SIKICHO HE IOCTYITA€ThCS
SSCP-ananizy npu igeHTUdI-
Kallii JaHuX MyTalii, T03BOJIs-
oYUM 3AIACHUTH LIEH MPOIIEC MPo-
crime 1 mBuae. EQexkTuBHICTh
MiPOCEKBEHYBAHHS SIK METOMY
BuBueHHsS SNP migTBepmkeHa i
y JOCIIUKEHHSX, TTPUCBIYCHUX
nerexuii G/C nmonimopdizmy B
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KoAoHi 72 reHa p53, mo mnpu-
THIYY€ MyXJIMHOYTBOPEHHS [16;
17].

Ellnebo-Svedlund et al. [18]
OINTHUMI3yBaJIl YMOBU MipOCEK-
BEHYBAHHS I 1AeHTUdIKAIIT
MOB’A3aHOTO 3 OCTEONOPO30M
G - C nonimop(izmy B mnepiio-
MY IHTPOHI PeryJsiTOPHOI JiJIsH-
k COL1AI reHa, 1mo xoaye Ko-
nmareH tuny I. E-anmens manoro
reHa acolIIOETHCS 3 HU3bKOIO
MiHEpaJTbHOIO MIUIBHICTIO 1 Mi/I-
BUIIICHOIO JIAMKICTIO KiCTOK.

Ferraris i cniBaBT. [19] BU-
BYAJIM MO>KJIMBICTh 3aCTOCYBAHHS
MiPOCEKBEHYBAHHS IS ieHTU]I-
kauii SNP, mos’s3anux 31 craj-
KOBOIO TYTOBYXICTIO. Y JIEIKHX
eTHIYHUX rpynax omausbko 50 %
BHUIIAJIKIB aBTOCOMHOI PEIeCUB-
HOI HECHUHIPOMHOI BTPATH CIIy-
xy 1 20 % ycix BUNAAKIB yTpa-
THU CIIyXy B AiT€H BUKIMKAIOTh-
csl MyTalisiMu B connexin 26
(CX26) reni. Bukopucranus
MIPOCEKBEHYBAHHS JO3BOJIMIO
MpaBWIbHO 11eHTU(IKyBaTH 41
myTatito B CX26 reni, a TaKOXK
MITOXOH/JApialbHY  MYyTallito
A1555G y reni 12S pPHK, mo
aconiroetsea 3 50 % cimelHuxX
BHUIIAJKIB MPOTPECYIOYOi TIIyXO-
tu. OIHOYACHE JOJaBaHHS Je-
KUTbKOX TMpaiiMepiB y peakiiitHy
CYMIII IpY BUSHAYEHOMY HOPSI/I-
ky nmogaui THT®D nae moxim-
BICThH JIETEKTYyBAaTHU B Mepediry
o/IHi€l peakIlii MmipoCceKBeHYBaH-
Hs 710 6 OJIM3BKO PO3TAIIOBAHKMX
myTaniin CX26 rena [20].

Po3po0iieHo 3acHOBaHy Ha
MipOCEKBEHYBAHHI METOIUKY
JIIaTHOCTUKHU TeHepai30BaHoOi
€HJOKPUHHOI Heoruiasii tumy 2
(FEH2), mo acoriitoeTbest 3 mis-
sense-myTallisMu B 15 kKogoHax
RET-rena [21]. Jana meTonuka
JTIO3BOJIWJIA MIATBEPAUTH paHiIIe
noctaBnenuii giarnoz 'EH2 y
99,6 % BHUIIAIKIB.

[Topsin 31 CXUIIBHICTIO 0 Pi3-
HOTO POJY 3aXBOPIOBAHb I'€HO-
THUII TAaKOX MOXE BH3HAYATH
CTYIiHb YYTJIMBOCTI MAIi€HTIB
710 JikapchbKoi Tepamii. Inpopma-
Iisl PO TEHETUYHO NETePMIiHO-
BAHUU MOTIMOPQI3M y MilIEHSX
JKAPChKUX 3aCO0IB JTA€ MOXKITH-
BICTh MiiOpaTH BiAMOBIAHY Te-

parmiio i 103y 11 KOHKPETHOTO
MalieHTa, 3BiBIIN 10 MIHIMYMY
noOivyHi edexTH.

TexHomoris mipoceKBeHyBaH-
Hs 3HAHIIIA CBOE 3aCTOCYBaHHA
iy chepi TpaHCIIIAHTALIT Op-
raHiB i cToBOypOBUX KIITHUH,
30KpeMa Mpu 1000pi mapu «I1o-
HOP-PELUTIEHTY, SKUH HaJI3BU-
YalHO yCKJIAJHIO€ BHCOKa Ba-
piaOenbHICTh TEHIB, IO KOIY-
IOTh AHTUTE€HH JICHKOIUTIB JIIO-
quau (HLA-renn). HemonasHo
pPO3pO0OIIEHO METOAMKY 3aCHOBA-
HOI Ha MPOCCKBEHYBAHHI 1JIEHTH-
¢dikamii anenie HLA-renis, mo
JTO3BOJISIE TIPOBECTH MTOBHE THITY-
BaHHs cuctremMu HLA-mokyciB y
COTEHb TAIEHTIB MPOTATOM OJI-
HoTO JHA [22; 23].

EdexTuBHicTh aHTUMIKPOO-
HOi Tepamii 6arato B 4OMy BU-
3HAYAETHCS MIBHUJIKICTIO 1IEHTH]I-
Kallii maToreHHUX MiKpoopra-
HI3MIB, K4 3 MOMEHTY BHHUK-
HEHHS KJIIHIYHOI MiKpoOioiorii
TPYHTYETHCA TOJIOBHUM YHHOM
Ha (PEHOTUIIOBUX XapaKTepHUC-
TUKaX KOJIOHIM 1 pe3yibTarax
(heHOTHUIIOBUX TECTIB, aJaIlTOBa-
HUX JI0 THAUBIAYaIBHUX 130JISTIB.
ITpu npomy nesiki Oaktepii, BU-
pOILLYBaHHS SIKUX Yy JlabopaTop-
HUX yMOBax € npooiiemMaruy-
HHUM, MOXYTbh 3QJIUIIUTUCSI He-
ineHTudikoBaHuMu. BimHOCHO
HEIaBHO 3 SIBUJIMCS JaHI PO
MOJKJITMBOCTI BUKOPUCTAHHS pU-
0OCOMaJIbHUX I'E€HIB, 0COOJIMBO
reHa, mo koxaye 16S pPHK, mms
TaKCOHOMIYHOTO aHalr3y. He-
IIIOJTaBHO PO3pOOJICHO MPUHITUIT
TUIyBaHHS OaKTepiaJbHUX KO-
JOHIN Ha 3acaaax MpOCEKBEHY-
BaHHS BapiabeabHUX IUISTHOK V1
1 V3 rena 16S pPHK [24; 25].
Hpn OMY OakTepiagbHa KOJIO-
Hisl TOMIIIIAETHCS 663HOCGpCI[HI>O
B npoOipky mis [1JIP, sxa 3miii-
CHIOETHCS 3a JOMOMOTOI0 JIBOX
yHiBepCcaJbHUX MpaliMepiB, 110
(b1aHKYIOTh BapiaOenbHy MiIsTH-
Ky. Y momaixpmioMy OJHWH i3
[TJIP-nipaiiMmepiB BUKOPHUCTO-
BYETHCS SIK TIpaiiMep I Mipo-
cekBeHyBaHHs. [licis cekBeHy-
BaHHS 3a JOMOMOTOI0 CHHTE3Y
HYKJIECOTHUIHOTO JIAHIIOXKKA 3
10-60 ocHOB MPOBOAUTHCS TO-
IIYK aHAJOTIYHUX ITOCTIIOBHOC-

TeH y 3araJIbHOIOCTYITHUX Oa3ax
JIAHUX, JIe HAa JaHUH MOMEHT Ka-
TaJIOTI30BaHO THUCSYl MOCTITOB-
HOCTel BapiaOelbHUX TUITHOK
reHa 16S pPHK. Cyuacna aBto-
MaTH3alIlis MPOoIecy J03BOJSIE
MpOaHaji3yBaTH MPOTATOM KiJib-
KoX roauH Omu3pko 100 pizHHX
3paskiB ojHOYacHO. JlaHa TeX-
HOJIOT1s1 MOe OyTH 3aCTOCOBa-
Ha TAKOX ITPHU OIIHIII OakKTepi-
AJIBHOTO 3a0pyAHEHHS MUTHOI
BOJIH 1 Xap4yoBUX MPOAYKTIB. 3a
AHAJIOTIYHUM TIPUHIIMIIOM 32 JI0-
MMOMOTOI TIPOCEKBEHYBAHHS
MOXHa 11eHTU(IKYBaTH TPUOKO-
By iH(dekmiro. [Tpu mpomy iH-
(bOpMATHBHUM PETIOHOM CIIYTY€
BapiabenpHa minsaka 18S pPHK
reHa, 10 aMIUT(IKYEThCS 3a J10-
MMOMOTOI0 TIapU YHIBEPCAIbHUX
[TJIP-ipaiimepiB. s imentudi-
Kariii rpuOKOBUX IMATOTEHIB J10-
CUTh IIPOCEKBEHYBATH 3a JIOTO-
MOTOI0 YHIBEpPCaJbHOTO Tpai-
Mepa 10 COpOKa OCHOB JIAHOT JTi-
JISTHKH [26].

[Tpu BuOOpPI TepameBTUIHOL
cTpaTerii BETUKOTO 3HAUYCHHS
HaOyBae IMIBUAKA JCTEKIs Ia-
TOTEHIB, CTIHKHUX JO JIIKaPChKUX
npemnapaTiB. 30KpemMa, mosBa
CTIHKHMX BIPYCHUX BapiaHTIB €
HEMUHYYUM HACIITKOM HEIOB-
HOTO TIPUTHIYEHHS perurikaiii
BipyCy IMyHOACQIIUTY JTFOAMHU
tuny 1 (BUJI-1) mpu mikyBaHHI
aHTUBIpyCHUMU 3acobamu. O’Mea-
ra Ta kojeru [27] po3pobunu
pouenypy MmipoCeKBEHYBaHHS
JUIS €KCITPEC-OLIHKHU CTIMKOCTI 10
iHri6iTopiB nporeasu (IIT) BIJI-1,
o0 J03BOJIUIIA meHTI/I(bleBaTI/I
8 MEPBUHHUX i KlJ'II)Ka BTOPHH-
HUX MyTalliii, MoB’sA3aHUX 31
crifikictio o IT1. Sinclair et al.
[28] 3acTocyBain MiPOCEKBEHY-
BaHHS IS OLIIHKH KiJIbKOCTI
kormii reda 23S pPHK 3 myra-
miero G2576T y CTIMKHUX 1 9yT-
JIUBUX [0 JIHE30JIAY KIIIHIYHUX
130J19TaX CHTEPOKOKIB. Pe3yb-
TaTU CEKBEHYBAHHS IPU BU3HA-
yeHH1 2576 G/T roMo3UroTHux i
reTepo3uroTHux i3ostiB Ha 100 %
301raucs 3 JaHUMU, OTPUMAHUMU
B pe3yibTaTi ITJIP— HﬂPd) aHa-
mizy. Le BKOTpE MIATBEPIKYE
TOYHICTBh 1 HaJIWHICTh TEXHO-
JIOTi1 MipOCEKBEHYBaHHS.
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Bucnosku

TexHONOTISI MIPOCEKBEHY-
BaHHS JO03BOJISIE BCTAHOBUTH
HYKJCOTHIHY TMOCIIJOBHICTH
Hepenukux ainsHok JJHK (mo
100-150 m. H.), a TaKOX iJICH-
TudikyBaTu 3aMiHH, 1HCepIii
Ta Aenernii oJJHOTO Ta Oinblie
HYKJICOTHU/IIB y ITOCJIiIOBHOC-
tax JHK Bigomoro ckmanmy.
I[IpuHIMT MipOCEeKBEHYBaHHS
0a3yeThcs Ha JETEKIl Heopra-
HiYHOTO ¢ocdaTy, MO BUIIISI-
€Tbcs mpu BKitoueHHI THTD y
cuHTe3oBaHuu naniror JHK.
Becp mpoiec 3BOAUTHCS 10
KIJIBKOX EH3UMATHUYHUX pe-
akIlii B oAHIM mpoOipii 6e3 BU-
KOPUCTAHHS MIUEHUX Mpaii-
MEpIiB 1 rejib-eekTpodopesy.
CyuacHe ycTaTKyBaHHS 1 IIpo-
rpaMHe 3a0e3meucHHs (AHUB.
calT wWww. pyrosequencing.
com) A03BOJIsS€ IIpoaHaai3yBa-
THU TOHAJ TUCSIYY 3pa3KiB Ha
JIeHb, 110 /1€ MOKJIMBICTH IIBHU/I-
KO 1 0e3 3HAYHUX MaTepiaib-
HUX BUTPAT 3pDOOUTHU F€HOTHUITY-
BAaHHS BEJIMKUX MOMYJSIIN IS
BUSBJICHHS acolialli KOHKpPET-
HUX BHUMAJAKIB TE€HETUYHOTO
rmojaiMopdizmy, 30kpema SNP,
31 CXMJIBHICTIO 10 3aXBOPIO-
BaHb 1 COPUUHSATIUBICTIO 10
JiKapchKoi Tepamii. Y pyTHH-
Hif KIIIHIYHIA DpakTUIl gaHa
TEXHOJIOTisl MOX€ BUKOPHUCTO-
BYBATHUCS JJISI TEHOTUITYBAHH S
MaIi€eHTIB, 1AeHTU(IKAIl TaTo-
FeHHUX MIKpOOpTaHi3MiB i Bi-
pyCHOI 1H(]eKIIil, AeTeKIii CTil-
KHX JIO JIIKAPChKHUX 3aCO0IB Ia-
ToreHiB. Pe3ynbTaTn reHoTH-
MyBaHHS, Y CBOIO 4epry, 103-
BOJISIFOTh BU3HAYUTU CTYIMiHb
PU3UKY BUHUKHEHHSI 3aXBOPIO-
BaHHS, CIPOTHO3YBATH Xapak-
Tep HOTO PO3BUTKY 1 3MIHNCHUTHU
BHOIp TepameBTHYHOI cTpa-
Terii.
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K. B. JliroBkin, B. B. Byonos, B. I'. /1yGinina

TEXHOJIOTI'ISI IIPOCEKBEHYBAHHS TA I BUKO-
PUCTAHHS B KJITHIYHIM ITPAKTHLII

TexHomoris MipOCeKBEHYBAaHHS J103BOJIsI€ BCTAHOBUTH
HYKJIEOTHIHY MOCTIA0BHICTh HeBenukux ainsiHok JHK (mo
100-150 1. H.), a TakoX ieHTU(DIKyBaTH 3aMiHM, iHCEpLii Ta
nernenii oHOTro 1 OLTbIIe HYKIEOTUIIB Y ITOCTITOBHOCTSIX
JHK Binomoro cknaay. [IpuHIUN mipoceKBEeHYBAHHS TPYH-
TY€ETBCS Ha JIeTeKLil HeopraniyHoro ¢ochary, 1o BUAIISETCS
nipu BriroueHHI THT® y cunte3oBanmii nanmior JJHK. Bech
MPOIIEeC 3BOJUTHCS 10 JEKIIbKOX CH3MMATHYHUX PEAKId B
OIHIN NpoOipui 6e3 BUKOPHUCTAHHS MIYeHUX HpaiimepiB i
renb-eleKTpodopesy. Y PYTUHHINA KIIHIYHIA TpaKTUI JaHa
TEXHOJIOTiSl MOXe OyTH BUKOPHMCTAaHA JIsSl IIBHJKOTO IE€HO-
THUIYBaHHS BEJIMKOI KIJTbKOCTI MAIE€HTIB, imeHTUdiKaIi] ma-
TOTEHHUX MIKpPOOPTaHI3MIB 1 BipycHOI iH(eKuii, meTexuii
CTIMKHUX /10 JIKapChbKUX 3aCO0IB MATOTEHIB.

Kirouosi cioBa: mipocekBenyBaHHs, SNP, renorumnyBaH-
HS.
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K. V. Litovkin, V. V. Bubnov, V. G. Dubinina

PYROSEQUENCING TECHNOLOGY AND ITS AP-
PLICATION TO CLINICAL PRACTICE

Pyrosequencing technology allows to determine short
DNA sequences (100-150 b. p.) that meets the demands of
SNP assessment and mutation detection. This is a newly
developed non-electrophoretic method based on sequencing
by synthesis and relies on real-time quantification of
phosphate release during DNA synthesis. Systems for
automated pyrosequencing reactions enable analysis of more
than 1,000 samples per 24 hours in a single machine. It can
be used in routine clinical practice for rapid identification
of infectious agents and inherited predisposition for complex
disease and individual drug responses.

Key words: pyrosequencing, SNP, genotyping.
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