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B Hacrosmie WHCTPYKIIMU MO MPUMEHEHHIO (J1ajiee — WHCTPYKITUS) MPECTaBICHA
TEXHOJIOTUSI MACHTU(PUKAMKA MHUKPOJECICHUN TpeX PpErdoHOB [JIMHHOTO Iuieya Y-
xpomocombl: AZFa, AZFb u AZFc, xotopble BCTpEUarOTCs ¢ 4acTOTOHM mpuMepHO 1 Ha
1000-1500 My»x4uH, W SBJISIIOTCS OJHOM W3 HamOoJiee YacThIX T'C€HETHYECKUX MPUYHH
TSDKETBIX (DOPM HAPYILIEHUSI CIIEpMaTOTreHe3a.

Meron OTHOCUTCS K MEIUIMHCKOM TeHeTuKe. YpoBeHb BHeapeHus: ['Y PHIILL
«Martb 1 TUTA», UHBIE METUKO-TEHETUUECKHUE LICHTPHI.

IHEPEYEHb HEOBXOAUMOI'O OBOPYJIOBAHUS, PEAKTHUBOB,
CPEJICTB, W3JEJIMMA MEJJMIIUHCKOM TEXHUKH

buoJsoruyeckunii Mmarepuas

buonornueckum marepuanom g aHanusza ciayxutr JHK, Beigenennas wus
JEUKOIMTOB Tiepudepruueckoil KpoBHU, a Takxke HeOobIIue (parMeHThl MATEH KPOBH,
BBICYIIICHHBIX Ha CIIEIUANIbHBIX OJaHKaX.

[IpoBenenue momumepasHoit rennoi peakmuu (I1L[P).

Oob6opynoBanmne:

- IPOTPAMMHUPYEMbIN HarpeBaTEIbHBINA OJIOK (aMILTU(UKATOP), MUHUIICHTpU]YTA;

- MpoOupku oobeMoM 1,5 mur;

- npo6upku st [P o6bemom 0,2 M,

- MUKPOITUIIETKU C OJHOPA30BbIMU CMEHHBIMU HAKOHEUHUKAMH.

PeakTusbl:

- Tag-nonumepasa,

- cootBeTcTBYtoumi 10X 6ydep nns ILP;

- 25 MM MgCly;

- cMech ae3okcunykineoruarpudocdaros (dATP, dTTP, dCTP, dGTP);

- mpaiiMeppl, (QIAHKUPYIOIIME YYacTOK, COJAEpXKAIIMA aHAIM3UPYEMYIO WIIU
KOHTpOJIbHYIO ntocienoBarensbHocTh JJHK (Tabnuma 1);

- OMIMCTHIUTMPOBaHHAs IenoHu3npoBanHas Bojaa (H,0).

Jns obecneuenust ¢dayopecueniuu  obpasnoB  JHK mnpu TtectupoBanum B
ABTOMATUYECKOM AaHAJIM3aTOPE MCIOJb3YETCSl MEUCHBIM BAPUAHT Iparmepa, MMEIOLIHNI
MoJieKyIy «penoptep» FAM Ha 5'- koHIze.

INOKA3AHUSA K MIPUMEHEHUIO
[Toka3aHO My>XYMHAM C a300CHEPMUENH WIIA OJUTO300CHEPMHUEN TAKEIONU CTENEHU

AJI1 YCTAHOBJICHUA IIPUYKMHBI HAPYHICHHA CIICPMATOICHE3a, B TOM YMCJIC U B IIporpamMmax
9KO.

MPOTUBONIOKA3AHUSA IS IPUMEHEHUSA
OTCyTCTBYIOT.

OIMUCAHUE TEXHOJIOTUHU UCITOJIB3OBAHUS METOJA

[IpoBeneHue  aBTOMATHU4YECKOIO KANWJUISPHOTO  3JieKkTpodope3a ¢
NMOJIMXPOMHBIM JIa3ePHBIM CKAHMPOBAHHEM

Oo6opynoBanue:

- FTEHETUYECKUN aHAIU3AaTOP C MIPOrPaMMHBIM 00ECTIEUeHUEM,



- IPOrPAMMHUPYEMBIN TEPMOCTAT;
- MUHULICHTPU(YTA;
- MUKPOITUIIETKU C OJHOPA30BbIMU CMEHHBIMU HAKOHEUYHUKAMH.
PeakTuBsbI:
- MapKep MOJIEKYJISIPHOTO Beca,
- ICMOHU3UPOBAHHBIN (hOpMaMMU;
- 4% pacTBOp moaMMeEpa;

- 10X 3ATA 6ydep;
- H,0.
Tabmuua 1 — OcHOBHBIE MapaMeTpbl MapKEpPOB XPOMOCOMBI Y, OTOOpaHHBIX IS

uccienoBauus JJokyca AZF

OoiacTb

Mapkep | noxanu- Paswep | Konuen- [TocnenoBaTenbHOCTD MPANMEPOB MerTtka
(m.H.) Tpanus
3alun
10pM | GTG ACA CAC AGA CTATGC TTC FAM
Y86 | AzZF-a | 319 I M TACA CAC AGA GGG ACA ACC CT
5pM | GGC TCA CAA ACG AAA AGA AA FAM
syler | AZF-b ) 270 5pM | CTG CAG GCA GTA ATA AGG GA
5pM | GGG TGT TAC CAG AAG GCA AA FAM
Y254 | AZFc | 123 5pM | GAA CCG TAT CTA CCA AAG CAG C
5pM_ | AGA AGG GTC TGA AAG CAG GT FAM
sY84 | AzFa | 320 5pM | GCC TAC TAC CTG GAG GCT TC
25pM | GTC TGC CTC ACC ATA AAA CG FAM
sY134 | AZE-D 1304 5 5 M TACC ACT GCC AAA ACT TTC AA
4pM | GTT ACA GGA TTC GGC GTG AT FAM
Y255 | AZR-c | 317 4pM | CTC GTC ATG TGC AGC CAC
s v | ACCRCT GTACTG ACT GTG ATT ACA | FAM
ZFY 500 P ¢
spm | GCACYTCTTTGG TAT CYG AGA AAG
:
SRy 400 |_15PM | GAATAT TCC CGC TCT CCG GA FAM
15pM | GCT GGT GCT CCA TTC TTG AG

IIposeoenue I11]P

Mertoauka TectupoBanusi MapkepoB AZF-j1oxkyca xpomocombl Y

1. IlpurotoBuTh HEOOXOAUMBIM 00BEM aMIUIM(PUKAIMOHHON CMECH U3 pacuera

20 mxn Ha peakiuio. Cmech ¢ koHeUHbIM oOBeMoM 20 Mk coaepxut 1x IILP-Gydep,
2,5 MM MgCl,, 200 MM dATP/dCTP/dTTP/dGTP, ot 1,5 10 5 ntM 15 nap npaiiMepoB u
0,75 equuun akTUBHOCTH TaQ-1oauMepassbl.

obpazen /IHK.

2. B npobupku mis TP Brectn mo 19,5 Mxn amMminuKaiMOHHOW CMECH H

3. Ilpobupku momecTuth B amruidukaTop W mnposectu aeHartypauuio JIHK B

teuenne 5 muH npu 94°C. 3arem BbIONHSAETCS 28 MNUKIOB aMIUIMGUKAIUA TPH




CIEAYIONINX TEMIIepaTypHO-BpeMEHHbIX yciaoBusax: 30 ¢ aenatypauuu npu 94°C, 1 mun
omkura npu 57°C m 2 muH cuHre3a npu 72°C. Ha 3aBepiaromieil craiud CUHTE3a
npoOupKuU BbiAepKkuBatoTcst 7 MuH nipu 72°C.

4. TTocne oxonuanus [1LP mpoObI momenaroT B X0J0AUIbHUK.

IIpoBenenue aBTOMATHYECKOI'0 KANNJLIPHOT O 3jeKkTpodopesa c
MOJIMXPOMHBIM JIa3€PHBIM CKAHMPOBAHHEM

[ToaroToBKy K paboTe r€eHETUYECKOTO aHAIU3AaTOpa BHIMIOJHUTH B COOTBETCTBUU C
UHCTPYKIUEN (PUPMBI—TTPOU3BOIUTEIIA.

AHaJIN3 IPOBOAUTH MIPU CIEAYIOMINX MapaMmeTpax:

- IIMHa Kanuuisipa — 47 cM;

- 3aI10JIHEHUE KalWLIsIpa MOJIMMEPOM;

- remmeparypa — 60°C;

- BpeMsl HHbEeKIIMU o0pa3lia B Kanwusip — 5 ¢;

- BpeMs pa3liesieHus] — 28 MUH;

- Harpsbkenue — 7,5 kB.

[ToaroroBka mpo6:

1.B npobupky no6aButh 1 Mk amrmmdukara w3 Kaxaou peakuuu, 0.8 M
MapKkepa MOJIEKYJISIPHOTO Beca U 8 MKJI ISMOHU3UPOBAHHOTO opMamMua.

2.11po6w1 nenatypupoBath 4 MmuH mpu 95°C.

3.Ilocne nenatypaiuu npoOUpKU ¢ TpodaMu OBICTPO OXJIAJIUTH BO JIbITY.

4. Y cTaHOBUTH HEOOXOIMMOE KOJIMYECTBO MUKPOTIPOOUPOK B IITATUB aHATU3ATOPA.

5.11lepenectu Bech 00beM MTPOOBI B MUKPOIPOOUPKH.

AHnanus npoo:

1. YcraHOBUTH ITATUB C MUKPOIIPOOUPKAMHU B aHATIU3ATOP.

2. 3agath HeoOXOUMBIE MTApaMETPhI aHAIHM3a B porpaMme cOopa JaHHBIX.

3. 3amycTuTh IporpamMmy cOopa JaHHBIX.

4. Tlocne OKOHYAHHS pa3lelieHus oO0pa3loB H cOOpa JaHHBIX TMEPEHECTH
pe3yNbTaThl B IPOTpaMMy aHAJIM3a IaHHbIX.

5. Ilpoananu3upoBaTh MOJy4YCHHbBIC JaHHBIC.

Nutepnperanusi MOJy4YeHHBIX [JAHHBIX M  KPUTEPUHM  OIpeesieHUus

Mukpoaeaenuiit AZF-gokyca xpomocombl Y

[lonyueHHbIE JaHHBIE AHAIU3UPYIOT, OMNpENeNsis KOJUYECTBO MapKepoB Ha
anekTpodoperpamme. Unentudukarms MUKpOAENICIANA OTHOTO UM HECKOJIBKUX JIOKYCOB
XpoMOcOMbl Y  ompenensiercs M0 OTCYTCTBUIO  NMPOAYKTOB  aMIUIM(UKAIIUN
COOTBETCTBYIOIIMX MapKEPOB, KaK MOKa3aHO Ha PUCYHKE.
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1, 4 — "HOpMabHBIE 00pa3Isl, 2 — oOpa3zell ¢ aenenueit tokyca AZFc; 3 — obpaser| ¢ nenenuei
nokyca AZFb+c.

Pucynok 1 — Daexkrpodopernyecknii aHaJIu3 MapKepoOB XPOMOCOMBI Y

BapuanTel MUKpOJENEUMI W KPUTEPUU HX OINpEIEICHUS N0 pe3yibTaTaM
¢dparmenTHoro JIHK-ananmm3a npusenens! B Tabmiie 2.

Tabmuua 2 — Kputepun onpeneneHuss MUKPOAEIECHHA XpOMOCOMBI Y MO pe3yJibTaraM
¢parmentHoro JIHK-ananmsza.

OtcyTcTBYIOIINE Habmronaemsie
BapuanTer Ha anekTpodoperpamMmme | Ha anekTpodoperpamme
MUKPOJETCHHI P perp p perp
MapKepbl MapKepbI
sY84, sY86, sY127,
AZFc sY254,5Y255 sY134. SRY, ZFY
sY84,sY86, ,sY254,
AZFb sY127,sY134 SY255. SRY, ZFY
AZFb+c sY254, ?\((21%3 SY127, | Syea, sv8e, SRY, ZFY

AZFa sY84, sY86 sY127,sY134, SRY, ZFY

sY84, sY86, sY127,

AZFarbre sY134, sY254, sY255 SRY, ZFY
sY84,sY86, sY127,
HopwmanbHblii TeHOTHIT HET sY134, sY254, sY 255,

SRY, ZFY




MNEPEYEHb BO3MOXHBIX OCJOXHEHUH WJIW OIIUBOK IIPH
BBIIIOJIHEHUHU U ITYTHU UX YCTPAHEHUA

VYuuthiBasi KpaiiHe BBICOKYIO YYBCTBUTEIbHOCTh MeTona IILIP, Heobxoaumo
n30eratb  3arpsi3HEHUST  UCCIEIYyEeMbIX  OOpa3loB  HMHOPOAHBIM  OMOJOTHYECKUM
maTtepuaioM. Jlins TpenoTBpalieHusl JUArHOCTMYECKUX OLIMOOK Hajo coOIoaaTh
CJIeIyIOIIME IIpaBUiIa:

® JCIIOJIB30BATh TOJBKO XUMUYECKH YUCTYIO U, )KEIATENbHO, CTEPWIBHYIO ITOCY1Y;

e 10cine paboThl C KAKIbIM OOBEKTOM MHCTPYMEHT U HUCIIOJIb3yeMble TOBEPXHOCTH
71a00paTOPHBIX CTOJIOB MPOTUPATH 3TAHOJIOM;

® JCIOJIb30BaTh OJJHOPA30BbIE MPOOUPKU U HAKOHEYHUKH JJIsl TUIIETOK;

® CTEpUIN30BaTh MPUMEHSEMbIE PACTBOPHI (€CIM IOIMYCTUMA UX CTEPUIM3ALUA) U
XPaHUTh UX PATUTHIMUA HEOOJIBIIMMHU MOPLHSIMU;

e paboTaTh TOJBKO C MUHUMAJIbHO HEOOXOIUMBIMUA 00bEMAMH PACTBOPOB;

e [iepeJ OTKPBIBAHMEM KpBIIIEK NPOOMPOK OCAXKIaTh pPacTBOPbl CO CTEHOK
HEHTpU(yrupoBaHuem;

® B KaXJYI0 CEpPHIO NMPOO BKJIIOYATh B KAUECTBE KOHTPOJIS MPOOUPKY C MOITAITHBIM
BHECEHHMEM BCEX MPUMEHAEMbIX pacTBOpOB, HO 0e3 JIHK (oTpunarenbHblii KOHTPOIIB);

e 1pu BeieneHuu JJHK u nocranoBke I[P paGoTa BeIMOIHSAETCS B OJHOPA30BBIX
nepyaTKax, KOTOpbIE B CiIy4yae MoMnaJaHus Ha HUX OMOJIOTMYECKOro MaTepuasia MEHSIOT.

B MouekynsipHO-TeHEeTHYEeCKON JabopaTOpuuM HEOOXOAMMO BBIACIATH HECKOJIBKO

30H:

e 30Ha 3kcTparupoBanusi JJHK — B Heil oCylIecTBISIOT Bce 3Tambl 00pabOTKH
OMOJIOTMYECKOT0 MaTepuana v BeiaesieHus reHomHon JTHK;

e 30Ha mposenenuss I[IIIP — mnpenHasHaueHa [JIsi BHECEHUS B MPOOUPKHU

KOMIOHEHTOB amrmumidukarmonHoit cmecu u JIHK, a Takke nains mnpoBeneHUs
ammmmukanuu. B 3onax skcrparupoBanus JHK u nposenenust I[P we cnemyer
OTKpPBIBaTh MPOOUPKH C MPOAYKTAMHU aMIUTM(PUKALMH, 3Ty TPOLEIYPY OCYIIECTBISIIOT B
M30JINPOBAHHON TPETHEU 30HE;

e 30Ha aHanu3a mnpoxykTtoB I[I[[P — B Helt TpoBOAST MOATOTOBKY 0OpasIloB,
ANIEKTPO(OPE3 U PErUCTPALIUIO PE3YIIHTATOB.



