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UGT1A1-STR
Ycnosusa I[P
IlepBas genarypanus 30 nuKIOB ITocneqnuii cuHTe3 HENU
94°C, 20 cex
96°C, 2 MuH 58°C, 20 cex 72°C, 5 MuH
72°C, 20 cex

,Z]emekuuﬂ pesyibmamos

1) DOnexrpodopes B mommakpunaMuaHbx remsix ([TADY) — CkpuHHUHTOBEII TecT;
2) CeksenupoBanue npoaykToB [P — noaTrBepxaaromuii Tect (Iipu HeOOXOAUMOCTH).

®OparMeHT OKpaIeHHOTO OPOMHCTBIM ITHIHEM
HeneHarypupytorero ITAT (10%, 19:1). Dnexrpodopes
MIpOBOJIWICS B BepTHKanbHOU kamepe 20x20 cm (VE-20,
«Xenukon», Poccus) ¢ 6ydepom /X THE npu
HanpspkeHnu 600B B Teuenne Tpéx gacos (10
JIOCTIDKEHUS KpAaCUTEIEeM KCHIICHIIAHOI HIDKHETO Kpast
Tes).

Jopoxka 1 — amienpHast “necTHUIA” Ha JIOKYC
D22S1045 c marom Mexay ajmiensiMu 3 1.H., oT 88 10
112 n.u.

Jlopoxxka 2 — ucciieryemMblit 00pasel 1o JIOKyCy
UGTI1A1-STR, «mytauTHblii» renotun 7/7 (99 m.u.).

Jopoxku 3 u 4 — ucciegyemMble 00pasIfhl 0 JIOKYCY
UGTI1A41-STR, rerepo3urotHsiii renotun 6/7 (97 u 99
L.H.).

GCCATATAT AT AT AT AT AT A A GT

GCCATATAT AT AT AT AT A A GT

IS

@parMeHT HYKJIEOTH/IHOH MOCIIE/I0BATENLHOCTH mukpocarenura UGTIAI-STR nius «MyTaHTHOT0»
mukpocaresuuta UGTIA1-STR njist «<HOpMaJILHOT0» OMO3HIOTHOTO TeHOTHIa 7/7.

rOMO3UIOTHOro reHotuna 6/6 (JHK K562). Crpykrypa nosropa: A-(TA),-TAA.

Crpykrypa nosropa: A-(TA)e-TAA. Pesynbrar cekBeHupoBaHus npoaykra I[P pasmepom
PesynbraT cexBeHnposanus npoaykra 1P pasmepom 99 .H.
97 n.n.
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Jlnuna manoemrnozo nosmopa: 2 Hykneomuoa (TA).
Jpyeue nazeanus: UGTIA-TA insertion in promoter, UGTIAI*28, UGTIA1*36, UGTIA1*37.

Xpomocomnas noxkanusayus: 2q37.1 (nosuyuu 233 760 200 — 233 760 300)

Io nanaeM BLAT: https://genome.ucsc.edu/cgi-bin/hgBlat (Bepcus Dec.2013, GRCh38/hg38).

Pegepenmnvie cenomunul

JHKL-68 | JHK 9948 | JHK 99474 | JHK 007 | JHKKS62 | JHK 2800M | JHK CO

6/7 6/7 6/6(WT) | 6/6(WT) | 6/6(WT) | 6/6(WT) | 6/6(WT)

P@(/)@p@lllﬂllbl@ llyK.Y(f()lﬂLl()llbl@ nocne008amebHoCmu

Pa3smep
Hoctyn [Hara CTpyKTypa TaHIEMHBIX IIOBTOPOB B
GenBank MyOIMKAUH pedepenTHOH MOCIEN0BATEIHHOCTH aMITHQHIHPYEMOro
(¢parmMeHTa, .H.
AY533180 21-JAN-2005 a-(TA);-taa 99
NG_033238 23-FEB-2014 a-(TA)¢-taa 97

AY533180: “Homo sapiens uridine diphosphate glucuronosyltransferase 1Al (UGT1A1) gene, promoter region”.

NG_033238: “Homo sapiens UDP glucuronosyltransferase 1 family, polypeptide A1 (UGT1A1), RefSeqGene on
chromosome 2”.

GC-cocras I11IP-ponykTa: 41% (ans ansens «IMKOTO» THUIA, C IECTHIO TTOBTOPAMH ).

06”/{1/1@ ceedenuss U OUACHOCMUYECKAsl 3HAYUMOCTIb

Muxpocarennut UGTIAI-STR (rs8175347) pacnoyiokeH B TPOMOTOPHOM y4acTKe MEPBOTO SK30HA I'eHa,
KOJMPYIOIIETO [UTOIIa3MaTHUECKUi pepMeHT ypudunougocpameniokyponunmpancgepasy 1 (YADOI'T, VI D-
rimokyponugasa 1, UDP glucuronosyltransferase 1 family, polypeptide Al). DT0T (hepMEHT UTpaeT KIHOUEBYIO POJIb B
TIIIOKYPOHH3AIMH (CBS3BIBAHUH C TIIIOKYPOHOBOW KUCIOTO#) psifia THAPOGOOHBIX IHIOTCHHBIX COSIMHEHHH: B IIEPBYIO
ouepe/ib — OMITMPYOHHA, 8 TAKXKE CTEPOUIHBIX TOPMOHOB, )KEITYHBIX KHCIIOT, KCECHOOMOTHKOB (JIEKapCTBEHHbIE
Ipenaparsl, KaHIEPOTeHbl ). | TIOKypOHN3anus J1eJ1aeT TaKue COSJMHEHNSI PACTBOPUMBIMHI B BOJIE, UTO 00ECIICUMBAET UX
TIepexo/] B )KET4Yb U BHIBEJICHUE U3 OPTaHU3Ma C MOYOH.

[IprumMeHuTETHHO K META00IN3MY CBOOOIHOTO OMIHPYOHHA, HENOCTATOYHAS aKTUBHOCTH (hepmenTa Y ADI'T
MIPUBOMT K MOBBINICHUIO KOHIEHTPALNK OMINPYONHA B KPOBH M, KaK CIIEJCTBUE, HAKOIUICHHUIO €r0 B TKAHAX
opranusMa (runepommpyouaemus; cuaapoM JXKXumsoepa, CXK, Gilbert syndrome, OMIM: 143500; curnpom Kpurnepa-
Haiiapa, Crigler-Najjar syndrome type I and II, OMIM: 218800, 606785; xenTyxa HOBOPOKIACHHBIX CEMEiHas,
transient familial neonatal hyperbilirubinemia, OMIM: 237900). B HacTositiee BpeMst Juisi 3TUX 3a00JIeBaHHA
roJiaraeTcst yTOCOMHO-PeleCCUBHBIN Tul HacienoBanus (Chowdhury et al., 2001).

CHmxkenne aktuBHocTH hepmenta Y IDPI'T mMoxer ObITh 00YCIIOBICHO PA3IMYHBIMU MYTAI[USIMHU B T€HE
UGTI1A (UDP glucuronosyltransferase 1 family, polypeptide A complex locus; NCBI Gene ID: 7361). Pazmep rena
UGTIA cocrasnset okoso 200 TeIC. OCHOBaHHMH, TIPH 3TOM OH COJICPIKUT JI€BATH aJIbTEPHATUBHBIX NTEPBBIX IK30HOB,
KkoTopble obo3Hauatotest kKak UGTIAI, UGTIA3-UGTI1A410 (PharmGKB, Whirl-Carrillo et al., 2012).

B 1995 r. 6b1110 MMOKa3aHo, YTO MyTalHs B TPOMOTOpHOM yuacTke reHa UGT1A] sBusiercst HeoOX0ANMOH, HO
HeJI0CTaTOYHOM au1st monHo# Manudecraunu CXK (Bosma et al., 1995). Ota MyTanys, CHUKarolas akTHBHOCTh
¢depmenta YDI'T, npencrasinsier coboii BcTaBKy AByX HykineoTn10B B TATA-Ookce mpoMoTOpa reHa: «HOpMaibHash»
nocienoarenbHOCTE A(TA)sTAA Tpanchopmupyercs B nocnenosatenbHocts A(TA);TAA. Ipu aToit MmyTanmu
TPaHCKPHUITIIMOHHAS! aKTUBHOCTB T€Ha CHIKaeTcst MpuMepHoO 10 70% ot Hopmel (Bosma et al., 1995; Tukey et al., 2002).

K macrosmemy Bpemenu s mukpocareiumta UGT 1A 1-STR nokazaHo CyIIeCTBOBaHUE HE MEHEE YETHIPEX
ameneit: A(TA)esTAA («xukoro tunay, wild type — WT, UGTIA1*1), A(TA)’TAA (raubosee 9acTbIii MyTaHTHBIH,
UGTI1A41%*28), a taxxe anneneit (TA)s (UGTI1A1*36) n (TA)s(UGTI1AI1*37) (Beutler et al., 1998; Farrar et al., 2011,
Premawardhena et al., 2003). IIpu 3tom aktuBHOCTH (hepmenta Y IDI T Haxonutcst B 0OpaTHO# 3aBUCUMOCTH OT
yucna noBTopoB (Farrar et al., 2011).

Yacrora myrantHOro ayutesss UGTIA1*28 B pa3nuuHbIX NOMyJISIIMAX crieayromast: 26-39% Juist eBponeounios,
9-33% — ans a3uaTckux nomysnwia, 40-56% s HerpuTSHCKUX monyisuuil (Beutler et al., 1998; Farrar et al., 2011;
Fertrin et al., 2002, Kaniwa et al., 2005; Lampe et al., 1999; PharmGKB).
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Hpyrue mytantablie amienu, UGTIAI*36 u UGTIAI*37, o0OHapy>KeHBI TJIABHBIM 00pPa30M B HETPUTSHCKHX
MOMYJIAIUSX, C YacToTaMu OT 2 10 16% (Beutler et al., 1998; Farrar et al., 2011, Pacheco et al., 2009, PharmGKB,
Premawardhena et al., 2003).

[Jannelie o nonmumopdusme mukpocatermnura UGTIA1-STR B nonynsauuax Poccun B HacTosimee BpeMst
NIPE/ICTaBIICHBI OTPHIBOYHO, HO IIPU 3TOM BBIBIICHBI BCE YETHIPE U3BECTHBIX autenst (3axapoea u op., 2011;
Kyponamxuna u op., 2005, Lllamanosa u op., 2006).

Hcxons u3 xpoMocoMHOI nokamm3anuu, Mukpocatentut UGT1A1-STR MoXeT ObITh CICTITICH C
noMopdHEIM JToKkycoM D2S1338 (ucmonp3yeTcs B PIIIOKCHHUAX 110 HACHTH(DUKAIIIN THIHOCTH).

[IpumeHnTENBHO K AMarHocTrke cuHapoma JKnnpbepa, BceM AeTSIM C THIepOnInpyOnHEMHEN 1 OA03PEHIEM
Ha CXK pexoMeHmyeTcst IPOBOIANTE TEHETHYECKOE MCCIEOBAaHNE Kak puoputeTHoe (3axaposa u dp., 2011). Ecin mpu
MIPOBEACHUH TaKOTO MOJIEKYIISIPHO-TEHETHIECKOTo nccirenoBanms st Mukpocaremuta UGT1A1-STR BHABISIOTCS
reHortunsl 7/7, 8/8 u 7/8 (1Ba nmocneaHUX reHOTHIIA — BECbMa PE/IKO), TO MOJTYUYEHHBIH pe3ysIbTaT MOATBEPKIACT
cHIKeHue QyHKIHOHaIbHOU akTuBHOCTU epmenTa Y /DI T u noareepxaaer nuarno3 CXK.

Ecnu npu npoBeieHUH UCCiIeJOBaHKs BBIBIISICTCSI TeHOTUN 6/7 (B T€TEPO3UTOTHOM COCTOSIHUM), TO
MOJYYSHHBIN pe3ysIbTaT TaKKe IMOATBEPIKAACT CHIKEHUE (QYHKIIMOHAIbHOW akTuBHOCTH epmenTa Y DI'T. Onnako
MIOJIy4EHHBIE PE3YNbTaThl B 3TOM CIIydae y»Ke He NMO3BOJIIOT OJJHO3HAUYHO HU MOATBEPIUTH, HU ONPOBEPTHYThH AUArHO3
CIK, mockonbKy anens 7 B TETEPO3UTOTHOM COCTOSIHUU C BBICOKOM 9aCTOTOW BCTPEYAETCS My 3J0POBBIX JIIOIEH.

MonekynspHo-renetndeckuit ananuz UGT1A41-STR Takxe MoKa3aH JUIsl MallMEHTOB, KOTOPHIM IIAHUPYETCS
JICYCHNUE PSIJIOM JICKAPCTBEHHBIX NTPENapaToB, B YaCTHOCTH: aTa3aHABUPOM, HPHHOTEKaHOM (Ha ypOBHE moxdopa
ONTUMAIIFHBIX JI03 3THX IpenapaToB B 3aBUcHUMOCTH OT reHoTuna no UGTIA1-STR, Dosing Guidelines), a Taxxe
appopMOTEepOIOM, aKCHTHHHOOM, OSITMHOCTATOM, KJI00a3aMOM, HWIOTHHHOOM U Ap. (Ha YpOoBHE annotated drug
labels, o nanasiM PharmGKB).

Hamnpumep, npuHoTekan (irinotecan, camptosar, campto) B HaCTOsILIIee BpEMsI SIBJISIETCS OCHOBHBIM MpErapaToM
JUTA JIeYeHUs KOJIOPEKTAIBHOTO paka (TiepBasi IMHUA XUMUOTEPAINK), a TAKXKe PaKka SHYHUKOB U MEIIKOKIETOYHOTO
paka J€rkoro (Bropas JuHUsI). AKTUBHBIM MeTaboauT uprHoTekana, SN38, sBisercs cyoctparom dpepmenta Y DI'T.
JIns cHIKeHHs pucKa TOKCHYECKUX MPOSABICHUN XUMHOTEpanuy (B YaCTHOCTU — TSDKENON HEHTPOIIEHUH U AUapen)
PEKOMEHAYETCS YMEHBIIICHUE JO3bI HPUHOTCKAHA JJIs1 MTAIIMCHTOB ¢ TOMO3UIOTHBIM reHoTurioM UGT1A1*28/*28, nanbt
u npyrue pexoMmennaumu (Innocenti et al., 2004, Etienne-Grimaldi et al., 2015).

[Ipenapar arazanaBup (atazanavir, reyataz), HCIIOIb3yEMbIi B aHTHPETPOBUPYCHOM Tepanuu, sIBISCTCS
uHruOUTOpOM Kak mpoteassl BUY, tak u pepmenta YADPI'T. B rpynme prucka o runepOmTnpyOnHEMHH, BRI3EIBAEMOM
STHM IpenapaToM, Haxoasrcs nanueHTsl ¢ ammtensamu UGT1A1*28 u *37 (Gammal et al., 2016).

PasMepbl 1 monyasiiMOHHBIE YAaCTOTHI ajlienei B Jiokyce UGTIAI-STR

. YacToTsl ajenelt, KOTopble pEKOMEHIYETCs
Annenu Pazmepsl YacToTs! ansenel B BEIOOpKe .
*) ATteneil. LI 13 pyceKoit oy M (%) WCTIONb30BATh IJIsl pacyETOB MHJEKCA U
P BEPOSITHOCTH pojacTBa (***)
5 (*36) 95 0 0,001
6 (*1, Wild type) 97 0,6822 0,682
7 (*28) 99 0,3178 0,316
8 (*37) 101 0 0,001

(*) Hymepanus aniemnei coriacHO YHCITY COACPKAIINXCS B HUX TAHICMHBIX TIOBTOPOB. B ckoOKax mpuBOIUTCS
aNbTEepHATHBHOE 0003HaUEHHE ajeneil.

(**) momynsIIMOHHBIE JaHHBIE JUIsl HAceJIeHUs] Poccuu B HacTosIee BpeMsl Mpe/ICTaBIeHbl BECbMa OTPHIBOYHO;
MIPUBEJICHBI JaHHbIC U3 paboThl [llamanosoii u dp., 2006 (nonyasiuoHHast BeIOopKa u3 118 310pOBBIX KEHIIHH).
(**%*) oleHKa 4acTOT ayuIejIeH MPOBeIeHA 10 JaHHBIM, CYMMUPOBAHHBIM Is eBponeonaHoro Haceaenus CLIA u
EBpomns! (729 HepoACTBEHHBIX YETIOBEK M3 § MOMyIAuil, Mo qanaeiM Gammal et al., 2016).
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Do pmant KOmMnjiaeKkmayuu Ha 00, pOo6

HaGop nHa 100 ckpuHMHTOBBIX peakuuii ¢ nerekuuei npoaykros 1P B Henenarypupytomux [TAI. AmutensHas
«JIECTHHUIIa» B COCTaB HAOOPOB I10 ITOMY JIOKYCY He BXOAMT. BMecTo Heé pekoMeH IyeTcs UCIIOIb30BaTh IPOIYKTHI
1LIP rerepo3uroTHeIx 00pa3os KoHTpoabHEIX JJHK nmm amnensHyto «iectHuy» Ha okyc D2251045.
JonosHuTeNBHBIH HaOOp JuIst cekBeHHpoBaHus 24 (48) 00pasioB, BKIIIOYast HAOOP U OYHCTKH
cooTBeTcTBYomEero uucna [MIP-peakuuii.

Ha6op na 100 (400) ckpHHUHIOBBIX peakiuii ¢ nerexiueii npoaykros [P Ha kanmusipHOoM 3nekTpodopese
(TOJIBKO (pparMEHTHBIN aHATN3).
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Koowvl npooyxkyuu

Kaaccuduxkarop | Koa npoaykumuu Pacmiudposka koga IIpumeyanus
PeareHTsI ClIOXKHBIE TUArHOCTUYECKUE HITH
OKIIT2 20.59.52.190 nmabopaTopHEIE, Hi EEH}:;I?HHHLIE: B IpyTHE Jlata BBeCHUS
(OK 034-2014, PeareHTbI cno;gzle mrl)arHocmqecme Wi KmacenuKaropa;
KIIEC 2008) 01.02.2014
20.59.52.199 n1abopaTOpHBIE IPOYNE, HE BKIIOUCHHBIC B

JIpyTHe TPYIIUPOBKH

ﬂ ONnoJIHUmelbHasA UH (ﬁ opmayus

Hab6ops1 TAIIOTHJIHM nipeaHa3HaueHbI AUl HCCIIEIOBATEIbCKUX PadOT in vitro (TO €CTh B IPOOUPKE, BHE KHUBOTO
OopraHuzma).

Habops! He moamexaT 00s3aTeIbHON CepTUHHUKAIIMH U TEKIApPUPOBAHHUIO COOTBETCTBUS B CHCTEME CepTHU(PHUKAIINN
I'OCT P.

Habopsr TAIIOTHJIH He SBIAIOTCS W3ACIHEM METUIIMHCKOTO Ha3HAYCHUS, HE TIPeTHA3HAYCHBI IS
UCTIONI30BAHMSA B IIENAX MEIUIIMHCKON JHAarHOCTHUKH, IS AUATHOCTHIECKUX MPOLELYp, AT NPOQUITaKTHKYE U
nedeHus 3aboneBanui. [To stum npuwanaam Habopsl TAIIOTHI/IHU He OANEKAT TOCYIaPCTBEHHON PEruCTpaIiiy Ha
tepputopuu PO (B Tom uncie B Poc3paBHaa3ope) B KaUeCTBE MEAUIITHCKOTO H3ICIIHSI.
MornexymspHo-reHeTnuyeckue uccnenoBanus (MI'M) no ycTaHOBICHUIO T€HOTUIIOB OTAEIBHBIX JIMII, B TOM YHCIIE
10 UJICHTU(QHKAIIMH JINYHOCTH U YCTAHOBJICHHIO CIIOPHOT'O POJICTBA METOJIOM aHaJIM3a MOJMMOP(HBIX JIOKYCOB
TeHOMA YeJloBeKa He SBJSIFOTCSI MEAUIIMHCKON EsITENbHOCTBIO: YCTAHABIMBAIOTCSI IMEHHO OHOJIOTHYecKHe (GakThl
(TEHOTHIIBI 00CIIeTyEMBIX JIHII).

Pesynbratet MI'M MBI pekoMeH1yeM 0hOpMIISITh B BHIC 3aKIFOUCHUS crieluaiicta, oTuéta 0 HUP u ananorudnsix
JOKYMEHTOB, HE SBIIIOMIMXCS MEAUIUHCKUMH JOKYMEHTaMH.

WnTepnperanys MeIUIIMHCKON 3HAYMMOCTH NOTY4YE€HHBIX JaHHBIX M MIPUHATHE KIMHUYECKOIO PEHICHUS OTHOCUTCS
K KOMIIETEHIINH Bpaya.

The Tapotili Kit is intended for molecular biology applications, including forensic or paternity usage. This product
is not intended for the diagnosis, prevention, or treatment of a disease.

®parMeHT HyKJICOTHIHOM MMOCIEIOBATEIPHOCTA MIUKPOCATEILTUTA
UGTIAI-STR nns reTepo3uroTHoro resoruna 6/7.

PesynbraT cexBenupoBanus nmpoaykra [1LP mis o6pasua JJHK L68,
cozieprKaniero (pparMeHTsl pa3Hoi AuHbI, 97 u 99 n.H. B npaBoii yacTu
XpOMAaTOrpaMMBbl OTYETIIMBO BHIHO CMEIICHUE ITMKOB, 00YCIIOBIEHHOE
«CIBUTOM» CHKBEHCA Ha OJTUH MTOBTOD (ta).

Ctpykrypa noropoB: A-(TA)q,-TAA-GT.

cGCCA T A TATAHAT AT AT AT A W R W EREKEOAMAE A G A G

iy
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Texnuuecxoe cooeticmeue / ungopmayus

bnarogapum Bac 3a To, uTo Bbl npeanowin Haury npoyKuuio U OyaeM pajabl IPOJOKUTE COTPYAHUYECTBO.

JononauTtensHas nHGOpMAIws o Opyrux Habopax Tanomunu (MOTHAS HHCTPYKIHS) TOCTYIIHA TI0 CCHUTKE:
https://tapotili.ru/doc/tapotili.pdf.

AKTyanbpHas BepCHs HETIOCPEACTBEHHO 3TOTO ONMCaHMA JOCTYITHA 311eCh: https://tapotili.ru/doc/ugtlal _str.pdf.

AnpecyiiTe BCce BOIIPOCHI, MPEAT0KEHHS, a TAKIKE BO3MOXKHBIC PEKIIAMaIIUN:

WnTtepner: https://www.tapotili.ru/
OnexrpoHHas moura: info@tapotili.ru
Mob. Temn.: +7-903-786-4-789.

Edpemo Nnbst AnekceeBry, KaHAnAAT OMOJIOTHYECKUX HAYK
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