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Cungpom XunpOepa siBiIseTcs OJHMM U3 HanOoliee pPACIpPOCTPAHEHHBIX
HACJICJICTBEHHBIX ~ HApyIIeHW  oOMeHa  BEIIECTB,  OOYCIIOBIMBAIOIINX
HEKOHBIOTUPOBaHHYIO runepounupyounemuto (2—12% nacenenust). 3a0oneBaHue
cBA3aHO C jedexrtom ¢depmeHTa OMIHMPYyOUH-ypUAMHIU(DOCHOrIIOKYpOHAT-
rmokypoHunTpancepazsl  (YIDI'T), koTopblii ydacTByeT B KOHBIOTAIlUU
OwniupyOMHa U  TJIIOKYpOHOBOM  KHCIOTBI € 0Opa3oBaHMEM MOHO- U
JTUTIIIOKYPOHUIIOB OnupyOuHa. 3a0oJjieBaHUE BBISBISETCA MPEUMYIIECTBEHHO B
JETCKOM HJIM FOHOIIIECKOM BO3pacTe.

Haubonee wacTto oTMewaroTcs: MNpexoJsinee >KENITYIIHOE OKpaIluBaHUE
CKJIEp, CIM3UCTOM OOOJIOYKM TOJIOCTH pTa, KOXKHBIX TIOKPOBOB; CJIA0OCTH,
HOBBIIICHHAS] YTOMJIIEMOCTDb; JUCKOM(POPT M HE3HAUUTENbHbIE OOJIM B IPABOM
noapedepre. Ilpm OMOXMMHUYECKOM HCCIICIOBAaHMM KPOBH oOpamraetr Ha ceos
BHUMAaHHE MOBBIILICHUE YPOBHA 0o0UIero OunupyOunHa 3a cueT HenpsAMon (ppakiuu.
OcTanbHbl€ IEYEHOUHBIE IPOOBI, KaK IPaBUIIO, HE U3MEHEHBI. [0BbIlIEHHE YPOBHS
Ounmupybuna mpu cuHapoMme JKunpOepa NpOBOLMPYETCS 3HAYUTEIBHBIMU
buznuecKUMu U MICUX03MOIMOHAIbHBIMU Harpy3Kamu, MUIIEBBIMU
NOTPEIIHOCTAMH,  TOJOJAHUEM,  MPUEMOM  HEKOTOPhIX  MEJAMKAMEHTOB,
MH(EKIIMOHHBIMU 3a00JIeBaHUSIMU (BUPYCHBIN renatut, rpunn, OPBU, kunieunsie
uHpeKunu u ap.).

Haulboniee yacThiM TeHETHUYECKUM MOJIUMOPPU3MOM, BCTPEUAIOIIUMCS Y
EBPOIEUCKUX MaluueHToB ¢ cuHapoMmoM KuibOepa, saBisercs TA-uHcepius B
TATAA-6moke mnpomotopa reHa UGT 1Al1, wnasBamnas UGT 1A1x28.
BONBIIMHCTBO IMALIMEHTOB SABJISIETCSI TOMO3WUIOTHBIMU HOCHUTENIIMH  JIaHHOM
myTaruu u umerot 7 moBTopoB — (TA),TAA (7/7) Bmecto 6 — (TA)¢TAA (6/6).
VYV Hekotopbix mnanueHToB BbiABIEHB (TA)s u (TA)g BapuaHTsl mpoMoTOpA.
Yacrtora myrtantHoro aymens UGT 1A1x28 cpenu eBpomnenueB OLEHHUBAECTCS B
npenenax 35-40%.

Meton HampaBlieH Ha paHHee BbIsBICHHE cuHApoma JKuiblOepa ¢ 1enbro
muddepeHunanbHOl  TUAarHOCTUKM — HACHEACTBEHHBIX UM HEHACIEACTBEHHBIX
3a00JIeBaHUM, COMPOBOXKJIAIOIIUXCSA KEIATYXOM B JETCKOM M PAHHEM B3pPOCIOM
BO3pacTe.

WucTpykiusi mpeaHa3HaueHa i Bpayeidl J1abopaTopHOM JIMarHOCTHKH,
Bpayei-reHETUKOB U KOHCYJIbTAHTOB MEINKO-TEHETUUECKUX LIEHTPOB.

YpoBeHb BHEPEHUS: 001aCTHOM, pecyOJMKaHCKUH.

INEPEYEHb HEOBXOAUMOI'O ObOPYJAOBAHUS, PEAKTUBOB,
INPEINAPATOB, U3JIEJINII MEJUIIMHCKON TEXHUKHU

® IpOrpaMMHUpPYEMbI HarpeBaTeIbHbINA OJIOK (aMIITU(UKATOD);
reHetndeckuit ananmuzarop ABI PRISM 310;
npooupku st [TLP o6vemom 0,2 mu;
MUKPOTIUTIETKHA C OJJHOPA30BBIMU HAKOHCYHUKAMH.
Tag-nonumepasa 5 En/mki;
nezokcupudonykineotuasl (AGTP, dCTP, dATP, dTTP) 100 mMomns/;
10x Taq 6ydep ¢ KCI;



pactBop MgCl, 25 MMob/7;

Mapkep MoJekysipHoro Beca ROX350;
JIEMOHU3UPOBAHHBIN POopMaMHU/I;
nommmep POP-4™;
OMIMCTUIUTMPOBAHHAS BOJIA.

INOKA3AHUSA K IPUMEHEHUIO

O6cnenoBaHuIo MOJJIEKAT 0OJIbHBIC c HEKOHBIOTMPOBAHHOMN
runepOunnpyonHemueit 6e3 remonuza. MHPEKIHOHHAs MATOJOTUS KaK MpUYMHA
KENTYXH JI0OJDKHA OBITh MPEBAPUTEIHHO UCKITFOYCHA.

IMPOTUBOIIOKA3AHMUA JJIsSI HPUMEHEHUMSA
['emonuTrueckass aHeMus, HMHQPEKIIMOHHBIM TIeMaTUT, XOJecTaThudecKas
KEINTyXa.

OIMMCAHUE TEXHOJIOTUHU UCITOJIb3OBAHUSA

CIIOCOBA

Nnentudpuxkanusa koandectrsa TA-nosropoB B npomorope rena UGT
1A1

MonekynsipHO-TeHETHYECKAasi ~ JUAarHOCTUKA  IPOBOAWIIACH  METOJAO0M
MOJIMMEPA3HON 1eHOM peakiuu ¢ FAM-MeueHHbIMU TTpaliMepamMu C pa3ieliCHuEM
IPOIYKTOB aMIUTU(PUKALIMK MPY MTOMOILIU KAMWIIIPHOTO refib-3JIeKTpodopesa.

Ilocneoosamenvrhocmos Oeiicmeuii

1. Beigenenne renomMHoit JIHK u3 J€MKOIUMTOB C IOMOIIBID TOTOBBIX
HaOopoB st Beimenenus JHK mmubGo wmeromom denompHO-XI0p0odhopMHON
AKCTPaKIIUU.

2. lng monumepa3HOW LENMHOW PeakIMu MCIOJIb30Badu | MK Iperapara
JHK: ammmudunupoBann ydactok renomuoit JIHK, comepxkammii B8 TATAA-
onoke npomoropa rena UGT 1A1. Mcnonb3yeMblie nipaiiMephl:

Gil-R 5" GTC ACG TGA CAC AGT CAA AC 3
Gil-F (FAM)5” TTT GCT CCT GCC AGA GGT T 3’

YenoBus ammmdukanuu: B o0meM odbeMe aMIUTMGUKAIMOHHONW CMECH,
paBHoM 20 Mk, coaepxkanock 1 Mkia (50-500 ur) renomuoit JJHK, 0,2 mmoinb
nezokcunykieotuarpudocdaros, 2,5 mmons MgCl,, mo 1 nMonap Kaxaoro
npaiimepa, 0,2 en Taq nmonumepassbl.

AwmmmudukanmonHas nporpamma: 95 °C B Tedenne 5 muH, 30 1UKIOB €O
CIEAYIOUIMMHU MMapaMeTpaMu: JeHartypauus npu temmeparype 95 °C B TeueHue
30 ¢, oTxkur npaitmepoB npu temmneparype S8 °C B teuenue 40 ¢, 3JI0Hranus npu
72 °C B Teuenue 40 c. Koneunas snonranus npu 72 °C npogoinkanach S MUH.

3. Ouenka konuuectBa TA-noBTopoB B npomorope reHa UGT 1Al
OCYILIECTBIISIACh METOJIOM KalWIISIPHOTO Telb-3JeKTpodope3a Ha TeHETHYECKOM
ananmusarope ABI PRISM 310.



[TonrotoBka K paboTe TE€HETHYECKOrO0 AaHaJIW3aTopa BBHINOJHSIACH B
COOTBETCTBUH C MHCTPYKLUEH (HUPMBI-TIPOU3BOAUTETIS.

AHanu3 npo0 Npou3BOAWICS MPU CIEAYIOIIMX NapaMeTpax:

JIMHa Kamwuisipa 41 cow;

3amoNIHEeHHe Kanuisapa 4% nomumepom POP-4™;
temneparypa 60 °C;

BpeMsl MHBEKIIMK 00pa3na B Kanuuisip 6 c;

BpeMsi pazjiesieHus 24 MUH.

[ToaroroBka mpo0:

e B npobupky mobaBmsin 1 Mk ammindukara Kaxaod mpoosi, 0,7 MK
Mapkepa MosekyiasipHoro Beca ROX350 u 8,5 MKI JE€MOHHU3UPOBAHHOIO
dbopmamua;

e 1poObl AeHatypupoBainu 2,5 mun npu 95 °C;

® OXJIQXJAJIU BO JIBY;

® yCTaHaBIMBAJIM MUKPOIPOOUPKH B IITATUB aHAJIN3aTOPA U IEPEHOCHIIN B
HUX BECh 00BEM MPOOBI.

Amnanus npo0:

® YCTaHABJIMBAJIM IITATUB C MPOOAMU B aHAIU3ATOP;

® 3amycKaJid MmporpaMmy cOopa JaHHBIX, MPEIBAPUTEIBHO  3a/1aB
HE0OXO0AMMbIE TTapaMeTpPhl aHAIN3a B ITporpamme coopa JaHHbIX;

® AHAJU3UPOBAJIM MOJYUYEHHBIE PE3YJIbTATHI.

Humepnpemayusa pe3yromamog

AMITIUKOH IMHOM 96 1.0. COOTBETCTBYET YYacCTKy IPOMOTOpA T€Ha
UGTI1AI ¢ 7 (TA)-noBropamu, 4TO MO3BOJISIET NOATBEPAUTH ITUArHO3 «CUHAPOM
Kunpbepa». AMIUTMKOH AIWHON 94 1.0. COOTBETCTBYET HOPMAJbHOMY YYacTKY
npomotopa reHa UGTI1A1l ¢ 6 (TA)-moBropamu. Hamuune oO0OMX amMIMKOHOB
JIMHOM 96 m.0. U 94 1.0. TOBOPUT O reTepo3uroTHoM HocutenabctBe 6/7 (TA)-
MOBTOPOB (puc.).
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NEPEYEHb BO3MOYKHBIX OCJIOKHEHUH WM OIIUBOK
IIPU BBIITIOJIHEHUHU N ITYTU UX YCTPAHEHUA

JIOKHO TIONOXKUTEIbHBIE PE3YJbTaTbl MOTYT BO3HUKHYTh B PE3YyJIbTaTE
3arpsi3HEHUS UCCIEyEMbIX 00pa3lloB MHOPOAHBIM OUOJOTHMUYECKUM MAaTEepUATIOM.
YcTpaHuTh TaHHBIE OMIMOKU MOYKHO IyTEeM COOJIOICHHS TPUHIIUIIOB 30HUPOBAHUS
7abopaTopuu, HUCIOJIb30BAHUSL CTEPUIIBHOM OJHOPA30BOM MOCYbI, PACXOIHBIX
MaTepuajgoB U pPacTBOPOB, a TAKKE C IMOMOILIBIO OTPHUIATEIBHOTO KOHTPOJIS U
MOBTOPHOT'O aHAJIM3a MOJIOKUTENBHBIX TPOO.

OTcyTCcTBHE MPOIYKTOB aMIUIU(PHUKALKUUA MOXKET HAOTIONATHCA MPU TUIOXOM
kauectBe aHammsupyemort JIHK, HegocrarounoM mim n30LITOYHOM €€ KOJTUYECTBE
B Tpo0e, CHWKEHWW aKTUBHOCTU Taq-monmmepassl Wi Tmpu cOosix B pabore
amrindukaropa. YCTpaHUTh JIaHHBIE OIMMOKA MOXHO TPU HCIOJIH30BAHUU
BbicokoouniieHHo# JIHK B konumuectBe 100-200 Hr Ha mipoOy.



