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B HacTosmield WHCTPYKIIMM 1O TPUMEHEHUIO (lajmee — HHCTPYKIIHS)
npenctasinena JJHK-auarnoctrka xopeu ['eHTHHTTOHA ITyTeM HACHTU(UKAIINN SKCIIAHCUU
TaHJIEMHBIX TPUHYKJICOTUIHBIX TOBTOpoB CAG B rene 1T-15.

ITOKA3AHUMA K IIPUMEHEHUIO

MoJeKyIIpHO-TEHETUYECKU ~ aHaIu3 JOJDKEH IPOBOAUTHCSA IAlMEHTaM C
XOpPENYECKUM TUIIEPKUHE30M, KOTOPBIA MPOSBISAETCS HENPOU3BOJIbHBIM TPUMAaCHUYAHbEM,
YCUJIEHUEM JKECTUKYJSILIMHM, PA3MAXWBAaHUEM pPYyK, JIPOKAHUEM, IOLIATHIBAHUEM IIpU
X0p0€ M HEUPONCUXUYECKUMH HapyumeHusMu. [lpu roBeHWIbHON ¢opme O0ome3Hu
I'eHTMHITOHA — B ClydYae aKMHETHMKO-PUTHIHOIO CHUHApPOMa B Bo3pacte a0 20 ner B
COYETaHWU C JEMEHIMEH. BO3MOXKHO HaJIMYME MO3KEUKOBOW AaTaKCUH, MUPAMHIHOMN
HEJIOCTaTOYHOCTH, TUCTOHUYECKUX TUIIEPKUHE30B, SIUIENTUYECKOTO CHHAPOMA.

INEPEYEHb HEOBXOJINUMOI'O OBOPYJIOBAHUSI, PEAKTHUBOB,
CPEJCTB, U3IEJIUI MEIUIIMHCKON TEXHUKH

buoJsoruyecknii Mmarepuas

buomornueckum MAaTCpUuaJIOM i1 aHalIu3a CIIYKHUT I[HK, BBIJICJICHHAsT U3
JEHKOIUTOB TIeprUepUIeCKOi KPOBH.

IMTPOTUBOIIOKA3AHUSA 1A IIPUMEHEHUSA
OTCyTCTBYIOT.

OIMMCAHUE TEXHOJIOTUA UCITOJIB3OBAHUSA METOJIA

1. ITpoBenenue noaumepazHoi nenHoi peaxuun (INLP)

Mamepuanvt u 060pyoosanue: TPOTrPaMMUPYEMBIA  HArpeBaTeNIbHBIA  OJIOK
(ammundukarop), MUHULEHTpUPyra, npodbupku odvemoMm 1,5 miu, npobupku ans TP
o0beMoM 0,2 M1, MUKPOITUIIETKH C OJJHOPA30BbIMA CMEHHBIMU HAKOHEYHUKAMH.

Peaxmusvr: Tag-nmonumepasa, coorBercTBytonmi 10X Oydep mns TP, 25 MM
MgCl,, cmech nezokcunykiacotuarpudocdaros (AATP, dTTP, dCTP, dGTP), npaiimepsi,
OMIUCTUTMPOBaHHAs JeHOHM3UpoBaHHas Boja (H,0).

Jlnst obecnieuenust dayopecueniuu  obpasioB  JIHK mpu TtectupoBanuu B
ABTOMATUYECKOM AaHAJIM3aTOPE MCIIOJb3YETCS MEUEHBIM BAPHAHT MpaiMepa, WUMEIIUN
MoJiekyy «penoptep» (6-FAM) na 5’-komnrie. [TocaemoBaTebHOCTD TPaiMEPOB:

HD 482: 5° GGC TGA GGA AGC TGA GGA G ¥

HD 344: 5’ FAM - CCT TCG AGT CCC TCA AGT CCT TC 3’

IIpoBenenue aBTOMATHYECKOI0 KANNJJIAPHOT O ajaekTpodopesa c
NMOJIUXPOMHBIM JIa3ePHbIM CKAHUPOBAHUEM

Mamepuanvt u o060pydoeanue: TEHETHUECKUI aHAIU3aTOp C MPOrpPaMMHBIM
obecrieyeHUEM, MNPOrpaMMUPYEMBIH TEPMOCTAT, MUHUICHTpU(YTA, MHUKPOIUIETKA C
OJIHOPA30BBIMU CMEHHBIMH HAKOHEYHUKAMHU.

Peaxmuevl: mapkep MOJEKYISIPHOTO Beca, TEMOHU3UPOBAHHBINA (DOpMAMHI, paCTBOP
nonumepa, 10X 9/ITA Oydep, H,0.

2. Meroguka omnpeaejeHuss 3SKCIAHCHU TAHAEMHBIX TPUHHYKJIEOTHIHBIX
nosTopoB CAG B rene IT-15

Ilposeodenue II1]P



1. IlpurotoBuTh HEOOXOAMMBIA 00BEM aMIUIM(UKALMOHHOW CMECH U3 pacyera
20 mxn Ha peaknuio. Cmech ¢ KoHeUyHBIM 00bemMoM 20 Mk coaepxut IXIILIP Oydep,
2,5 MM MgCl,, 200 mxM dATP/dCTP/dTTP/dGTP, mo 5 nM mnpaiimepoB u 1 eauHuiry
aKTUBHOCTHU Ta( mojaumepassbl.

2. B npo6upku s TP BHecTn mo 19 Mk ammndukalimoHHOM cMecu U oOpaserr
JTHK.

3. [IpoOupku momectuth B amiuimpukarop u npoBectu naeHarypauuto JIHK B
teduenne S5 muH npu 95°C. 3arem BeImonHseTcs 35 LUKIOB aMmIUM(UKAIMH TIPU
CJIEIYIOIIUX TEMIEPATYPHO-BPEMEHHBIX yCIOBUAX: | MuH aeHarypauu npu 95°C, 1 MuH.
omxkura npu 62°C u 1 mun cunresa npu 72°C. Ha 3aBepiaromieid crajiuyd CHHTE3a
pOOUPKHU BBIAEPKUBAIOTCA 5 MUH nipu 72°C.

4. TTocne okonuanus [P mpoObI momMenaoT B X0J0AUIbHUK.

Ilposeoenue A8MOMAMUYECK0O20 KanuaiapHozo anekmpogopesa c
NOAUXPOMHBIM JIA3EPHBIM CKAHUPOBAHUEM

[TonroroBky kK paboTe reHEeTHYECKOro aHaJN3aTopa BHIIOJHUTh B COOTBETCTBHUHU C
MHCTPYKUUEH GUPMBI-TIPOU3BOAUTEIIS.

Iloocomoska npob:

1. B MukpomnpoOupky no6aBute 0,7 MKi1 amMimmpukaTa W3 KaKIOM peakiuu,
0,7 mxn wmapkepa wodekyisipgoro Beca ROX350 u 8 MK JAeMOHU3UPOBAHHOIO
dbopmamua.

2. ITIpoOs1 nenatypupoBats 4 MuH nipu 95°C.

3. Ilocne nenatyparuu IpoOUPKHU ¢ IPoOaMu OBICTPO OXJIATUTH BO JIBITY.

4. YCcTaHOBUTH MUKPONPOOUPKH B ITATUB aHAJIA3ATOPA.

Ananuz npoo:

1. [ToMecTUTh IITATUB C MUKPOIPOOUPKAMU B aHATIU3ATOP.

2. 3agath HeoOXOIUMBIE TTapaMETPhI aHAIHM3a B porpaMme cOopa JaHHBIX.

3. 3amycTuTh IporpamMmy cOopa JaHHBIX.

4. Tlocne OKOHYAHHS pa3lelieHus oOpa3loB ©u cOOpa JaHHBIX TMEPEHECTH
pe3yNbTaThl B IpOrpaMMy aHaiin3a JaHHbix GeneScan.

5. Ilpoananu3upoBaTh MOJy4YCHHbBIC JaHHBIC.

Humepnpemayus nojiyuyeHnvixX OaHHBIX

OmnpenencHue ajieliel TPOBOAUTH 10 HAIMYHIO U MoJiokeHuto ¢pparmenToB JIHK,
3a()UKCHPOBAaHHBIX MPHUOOPOM B IpOIECCe aHATN3a (PUCYHOK).

- <26 NOBTOPOB — HOPMAJIbHBIC AJICIIH;

- 27-35 TOBTOPOB — MPOMEXYTOYHBIE ayiend. Y WHIAUBUAA C TaKUM YHCIOM
MOBTOPOB 3a00JIeBaHNE HE Pa3BHBACTCS, HO €CTh PUCK MEPEIayd CBOMM JIETSM ajuieis C
aHOMAJIbHO YBEJIMYEHHBIM YHCIIOM TTOBTOPOB;

- 36-39 MOBTOPOB — aJjielM JAHHOTO pa3Mepa OTHOCATCS K MATOJIOTUYECKUM,
OJIHAKO TICHETPAHTHOCTHh 3a00JICBaHMsSI TPU TAaKOM 4HCIIe MOBTOpPOB MeHbine 100%, u
¢denotun xopeu ['eHTHMHrTOHA pa3BuBaeTcs He Bcerna. [logoOHBIE ansenu SBISIOTCS
UCKITIOYUTENILHO PEAKUMU;

- >40 MOBTOPOB — IOJIHASI IEHETPAHTHOCTh. AJUIENIA JTAHHOIO pa3Mepa SBISIOTCS
MOJIEKYJIIPHOM OCHOBOM pa3BUTUSA XOpeu I eHTHHITOHA.
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1 — nopma/Hopma; 2 — HOpMa/TIpeMyTalus; 3 — HOpMa/MyTaIus
Pucynok — Bapuants! aneneii resa | T-15, o0Hapy:keHHbIe B X0/1€ HCCJIeI0BAHUSA

MNEPEYEHb BO3MOXHBIX OCJOXHEHHUW WJIW OIIUBOK IIPH
BBIIIOJIHEHUHU N ITYTHU UX YCTPAHEHUA

VYuuthiBasi KpailHe BBICOKYIO YyBCTBUTENHHOCTh Merona IIIIP, HeoOxomumo
n3beraTth  3arps3HEHUS  UCCIEAYEeMbIX  O00pas3lioB  WHOPOAHBIM  OHMOJOTHYECKUM
MmatepuaigoM. [l mpenoTBpalleHUs] JMAarHOCTUYECKMX OIIMOOK Hajxo coO0Io1aTh
CJeIyIoLMe ITpaBuia;

® JCII0JIb30BATh TOJBKO XUMUYECKU YUCTYIO U JKENATEIbHO CTEPUIIBHYIO MOCYAY;

® 110cJie pabOThI C KaXKIbIM 00ObEKTOM MHCTPYMEHT U UCIOJIb3YEMbIE TOBEPXHOCTH
71a00paTOPHBIX CTOJIOB MPOTUPATH 3TAHOJIOM;

® JICTIOJIb30BaTh OJJHOPA30BbIC MPOOUPKH U HAKOHEUHUKH JIJISl ITUIIETOK;

® CTEPWJIN30BaTh IPUMEHSIEMBIE PACTBOPHI (€CIU JOIYCTUMA MX CTEPUIN3aLNA) U
XPaHUTh UX PA3TUTHIMUA HEOOJIBIIUMHU MOPLUSIMU;

¢ paboTaTh TOJBLKO C MUHUMAIILHO HEOOXOIMMBIMU 0O0BEMaMHU PACTBOPOB;

® 1iepe]] OTKPBIBAHMEM KpBIIIEK MNPOOMPOK OCaXKIaTh pPAcTBOPBI CO CTEHOK
HEHTPUPYTUPOBAHUEM;

® B KaXIYIO CEpHIO MPoO BKIIIOUATh B Ka4eCTBE KOHTPOJISI MPOOUPKY C MOITANHBIM
BHECEHHMEM BCEX NMPUMEHAEMbIX pacTBOpOB, HO 0e3 JIHK (oTpuiiatenbHblii KOHTPOIIb);

e nipu BbijeneHun JAHK u mocranoske [P nuio coTpyaHuka TOKHO OBITh
3aIlUIICHO PKpPaHOM JHOO Mackoil, paboTa BBIMOJHSETCS B OJHOPA30BBIX MepUaTKax,
KOTOpBIE B CIIy4ae MOIAaHNs Ha HUX MaTepHUaia MEHSIOT.

B naGoparopun HE0OXOAMMO BBIAESATH HECKOJIBKO 30H:

e 30Ha skctparupoBanust JJHK — B Hell ocyiiecTBIsOT Bce 3Tanbl 00pabOTKH



OuoornuecKoro MmaTepuania u BoiaeneHus resomuon JTHK;

e 30Ha nposeaeHus I[I[[P — mnpenHa3sHaueHa i1 BHECEHUS B IPOOUPKH
KOMIIOHEHTOB amIiumupukannonHod cmecu u  JIHK, a Takke ans npoBeneHUs
amriiukanuu. B 3onax skctparupoBanus JIHK u mnposenenms I[P we cnemyer
OTKpBIBaTh MPOOUPKU C MPOAYKTAMH aMIUIM(PUKALMM, 3Ty NPOLENYPY OCYIIECTBISIOT B
M30JINPOBAHHOU TPETHEU 30HE;

e 30Ha aHaim3a NpoaykToB [IIIP — B Hel MPOBOAAT PECTPUKLUIO, IMOATOTOBKY
00pa3IoB K BHECEHHIO B I'ellb, AIEKTPOGOpE3 U PETUCTPAIIUIO PE3YIHTATOB.



