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MHCTPYKUWNA

no NpYMeHeHN0 Habopa peareHToB AN8 Onpefe/ieHNs
O[HOHYK/IEOTUAHBIX NONMMOP(U3MOB rEHOB CUCTEMbI CBEPTbIBaHUA KpoBu ITGA2 n F7
METOAOM MONMMEPA3HON LieMHON peakummn B peXXKnMe peasibHoro BpemMeHu
C AeTeKUMen KpMBbIX MiaBneHuns
«PeanbecT-I"eHeTnKa M'emocTas ITGA2/F7»

1. HASHAYEHWE

Habop peareHTOB Ans onpefefieHns OAHOHYKIEOTUAHbLIX MNOAMMOP(U3MOB FEHOB CUCTEMBI
cBepTbIiBaHUS KpoBn ITGA2 1 F7 METOAOM NOMMMEPA3HON LIENHON peakuun B PEXMUME peanibHOro
BPEMEHN C AeTeKumein KpuBbIX nnasneHus «PeanbecT-IeHeTuKa M'emocTtas ITGA2/F7» npegHa-
3HayeH A58 onpefeneHus OAHOHYKNeoTUAHbIX nonumopgusmoB C807T reHa ITGA2 (MHTerpuH
anbha-2, TpomboUMTapHbIii peuenTop K konnareHy) n G10976A reHa F7 {takTop VII cBepThi-
BaHWA KPOBW), acCOLMMPOBAHHbLIX C PUCKOM PasBUTUA TPOMOO(UAUM, METOAOM MOMMEPA3HOM
LenHoi peakumm (MLP) B pexxrme peasbHOro BPEMEHW C M/aBneHMeM NPoAyKTOB rnépuamsaumm ¢
(hlyOpecLUEeHTHON METKOI C NOC/eAyOLWMM aHa/IM30M KPUBLIX NiaBieHus.

Pe3ynbTaTbl reHOTUMUPOBaHWSA, MOJTyYEHHblE C UCMONb30BAHNEM [AHHOr0 Habopa peareH-
TOB, MOTYT ObITb MCMO/b30BaHbI flevalyM BPa4oM B KOMMIEKCHOW OLeHKe pucka pasBuUTUA TPOM-
6ounum (cTeneHb reHeTUYECKOW NpPeapacnoNOXeHHOCTM K pa3BUTUIO TPOMOOGUNK).

BbigeneHve AHK u3 knnHu4yeckoro martepuana (6YKKaslbHOrO 3nuTenns, LebHOW KPoBW)
OCYLLECTB/ISETCA C NOMOLLbIO HabopoB «PeanbecT-IeHeTka AHK-akcnpece» nnn «PeanbecT akc-
Tpakuma 100».

Habop ucnonb3yetcs ¢ pernctTpupyrowmm amnampukatopom «CFX96» (mpma «Bio-Rad»,
CLUA).

Habop peareHTOB paccumTaH Ha npoBefeHue aHan3a 48 06pasLoB, BKIKOYAs KOHTPO/IbHbIE

06pasLibl.

WHCTpyKuMs  cocTaeneHa  coTpydHukamu  AO  «BekTop-BecT»:  AMpeKTOpPOM

no npoun3soAcTBy TkaueBbiM B.K. 1 Hay. oTaeneHns nponssoacTea MNLP Habopos TpyxuHoli A.B.
3NEKTPOHHASA KONHA OGOPMIEHA LIEHTPOM MCTIbITAHI/ W PETMCTPALMI MEAHLMHCKWX H3DENHIA



2. XAPAKTEPNCTMKA HABOPA

2.1. MNpuHUMN meTofa.

MpuHLUMN MeToAa OCHOBaH Ha amnaudgukaumm BblbpaHHOro ydvactka AHK yenoseka u ro-
CreflytoLlein aeTeKUMN KpMBbIX NiaBneHns rmépuaHbIX KOMNIeKcoB npoayktos MLUP v cneumdguny-
HbIX 30HA0B. pouecc amnandrKaymMmn 3aKYaeTcsa B MOBTOPAIOLLMXCA LMKaX: TemnepaTypHas
peHatypauna AHK-matpuupbl, OTXUr npaiMepoB C KOMMJEMEHTapHbIMK NOC/ef0BaTe/IbHOCTAMM
OHK-MaTpurupl, CHTE3 KOMMNIeMEHTapHOM Lenu ¢ 3Tux npaimepos Tagq AHK-nonvmepasoi.

Mocne peakumMn amnanuKaumMnm NOHMXEHUE TeMnepaTypbl NPUBOAUT K rMbpuamsaumm cne-
ummyHoro AHK-30HAa ¢ NPOAYKTOM amMMGUKaLMM N K CHMKEHWIO YPOBHS (hyOpPECLEHTHOIO
curHana B npobupke. B npouecce TemMnepaTypHOro nnaeneHns 06pa3oBaBLUMXCS AYMNIEKCOB MpPo-
nexoant BbiceoboxaeHne AHK-30H4a, HecyLlero hiyopecLUeHTHbIN Kpacutenb. B cnyyae Henon-
HOW KoMmnsiemeHTapHocTn AHK-30H4a 1 BbibpaHHOro yyacTka AHK, TemnepaTypa nnasneHns gyn-
nekca 6yfeT HXKe, YeM B Ciy4yae MOHOM KOMNAEMEHTapHOCTU. MMbpman3aumoHHblii JHK-30Hg
Ans getekumn nonumopgmama C807T KoMMIeMeHTapeH MyTaHTHOM MOCNeAoBaTeNlbHOCTU reHa
1TGA2; rnbpuamsaymoHHbii AHK-30HA ans getekummn nonmopgusma G10976A koMniemeHTapeH
MYTaHTHOW NocfefoBaTe/lbHOCTU reHa F7. Takum 06pasom, A1t ABYX aife/lbHbIX BApUaHTOB TeM-
nepaTypbl NnaBfeHWUs AynaeKcoB 30HAA M MPOAYKTOB amMnanpukaumy oTam4varoTcs, bnaropaps
3TOMY MAEHTUPMUMPYETCA FreHOTUN (HOpMasibHasi FOMO3UroTa, reTepo3nroTa, MyTaHTHas romMo3u-
rota).

2.2. CocTaB Habopa:

B coctaB Habopa BXOAAT CefyHoLme KOMMOHEHTbI:

- KOHTPO/bHbIN 06pasel, 1 «HopmanbHas romosurota» (KOI) - 1npobupka, 1 mn;

- KOHTPO/bHbIN 06pasel, 2 «MyTaHTHasi romo3unrota» (K02) - 1 npobupka, 1mn;

- rotosast peakumoHHas cmeck ansa MupP (FPC), nnogunmanposaHHas - 48 Npooumpok;

- 3MoUpYyOWNIA pacTBop «lMeHeTuKa» - 2 . no 12 mn.

MprHaaNeXHOCTK:

- ONTUYEeCKaa NNEHKa - 1ucr.

3. AHAJINTNYECKNE N AMATHOCTNYHECKUNME XAPAKTEPNCTUKIN*
3.1. CneundmyHocTb onpegeneHus nonmmopgusmos C807T reHa ITGA2 n G10976A reHa
F7 onpegensetca no craHgaptHomy obpasuy npeanpuatus, COH OHK emoctas (per. Ne 05-2-
491).
CneumguuHocTb coctasnsieT 100 % npw ycnoBum, YTo reHoTUN 06pasyoB no NoaMMopguns-
mam C807T reHa ITGA2 n G10976A reHa F7 B obpasuiax Ne 11 Ne2 onpefensetcs B COOTBETCTBUU
C MHCTPpYKuumein Kk COH.

3.2. Ana KOl fomkHO (hMKCcMpoBaTbCA Hanmyme OAHOrO NUKa M/aB/ieHUsi, COOTBETCTBYHO-
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Lero reHoTuny «HopmanbHasi roMo3nroTa.
3.3. Ona KO2 [o/mKHO PMKCMPOBATLCA Ha/iMuvie OAHOMO MUKa MaaBfeHus, COOTBETCTBYIO-
HOEro reHoTuny «MyTaHTHas roMo3uroTa.
3.4. [OunarHocTuyeckas crneunuguyuHoCTs onpeaeneHus noaMMOopgn3MOB FeHOB CUCTEMbI
cBepTbiBaHUA Kposu ITGA2 n F7 coctasuna:

- AnarHoctmyeckas cneyudpuyHocTb onpedeneHns nonumopgusma C807T reHa ITGA2 (MH-
TerpuH anba-2, TPOMOOLMTAPHBIA PeLenTop K KoniareHy): KIMHWYeCKUe UCMbITaHWs, NpoBeseH-
Hble Ha 242 o6pa3liax oT 222 nauneHToB, Nokasannm 100% cneyunduyHocTs (MHTepBan 98,7 % - 100
%, C AOBEPUTENbHOM BEPOSTHOCTLIO 90 %);

- AMarHoCTMYecKas cneumpumyHoCTb onpeaeneHusa nonmmopdgusma G10976A reHa F7 (gak-
Top VIl cBepTbiBaHWSA KPOBW): KMMHUYECKME WCMbITaHWS, NPOBEAEHHbIE Ha 242 obpasuax oT 222
naumeHToB, nokasanm 100% cneumdgunuHocTb (MHTepBan 98,7 % - 100 %, ¢ 4OBEPUTENBLHON BEPO-
ATHOCTBIO 90 %).

4. MEPbI MPEOOCTOPO>XHOCTW

BHumaHue! HecobnogeHne NpuBEAEHHBIX HDKe TpeboBaHWn MOXET MPUBECTU K
NCKaXkeHWIO pesynbTaTos MNLP.

4.1. MoTeHUManbHbIN PUCK NPUMeHeHUs Habopa - Knacc 26 (Mpukas M3 PP ot 06.06.2012
No 4H).

4.2. Tpn paboTe ¢ Habopom cnegyeT cobmogatb CI 1.3.2322-08 «besonacHoCTb paboThbl €
MuKpoopraHuamamu I11-1V rpynn natoreHHoOCcTM (0nacHOCTW) W BO3GYAMTENAMMW MapasmTapHbIX
bonesHen».

4.3. Ona npepoTepalleHns KOHTaMmyHauMmM Heobxo4MMo TEPPUTOPUA/IbHO pasfenaTb 3Tanbl
BblgeneHna AHK/PHK n noctaHosku IMLUP cornacHo MY 1.3. 2569-09 «OpraHuzauus paboThbl fa-
bopaTopuid, NCNOMb3YIOWMNX METOAbI aMNIN(UKALMN HYKEUHOBBIX KACMOT Npu paboTe ¢ maTepu-
a/loM, cofiepXKalLimm MUKpoopraHuambl I-1V rpynn naTtoreHHoCTu».

4.4, Tpn paboTe ¢ HaGOPOM crieflyeT HageBaTb OLHOPa30Bble MEAULMHCKME MEpUATKMN.

4.5. Kaxxgoe paboyee MeCTO A0/MKHO ObITb CHaGXXEHO COO6CTBEHHbLIM HAbOPOM [03aTOPOB Ne-
PEMEHHOro 06beMa, HeOOXOAMMbIMW BCMOMOraTe/bHbIMKM MaTepuanaMmnm U 060pyaoBaHueM. 3a-
npeLaeTcs UX nepemeLLeHne Mexay paboummm Mectamu.

4.6. Ana npoBeaeHUs peakumy amnanpukaumm ¢ getekumeid npogyktos MNLP B pexxume pe-
a/TbHOr0 BPeMeHU He06X04MMO MCMO/b30BaTh TOMIbKO 0HOPa30Bble HAKOHEUYHUKWN C PUIBTPOM A/15
[,03aTOpOB.

4.7. He fonycKaeTcs UCMO/b30BaHWE OAHMX U TeX e HAKOHEYHMKOB Npu fob6aBneHumn pas-
HbIX 06pa3LoB.

4.8. MNocne OKOHYaHWA paboT AN1s Ae3MHMEKLMN 1 NPeAoTBPaLLEHNS KOHTaMUHALMMW BCe pa-
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6oumre MOBEPXHOCTN M 060pyAOBaHMe CrefyeT MOABEPrHYTb AeNCTBUIO GaKTePUUMAHLIX YD namn
B TeyeHre 1yaca. 3atem 06paboTaTh pernaMeHTMpoBaHHbIMU CaHUTapHbIMK NpaBuIamu Le3NHpU-
uMpyrowmmn cpeacteammn (Takumuy, Kak: 0,2% pacTeop «[M-2T»; 1-3% pacTBop «[nabak»;
0,5%pacTBop «/ImzaduH»; 0,5-1%pacTBop «MucTpanb»; 0,5-2%pacTBop «BenToneH»),

4.9. Bce MCnonb30BaHHbIE OHOPA30Bble MaTepuasbl Nojsepratb 06paboTke Ae3vHpULMPY-
IOWMMK CPeACcTBaMU C NocneaytoLlein ytunmsaumein (cm. MY-287-113 «MeTognyeckme ykazaHus
no Ae3VH(eKUMKn, NpPeacTepUIN3aLMOHHON OYMCTKE W CTepuIn3aumMn U3genni MeamuLMHCKOro
Ha3HauYeHus»).

4.10. Mpn ncnonb3oBaHNM Habopa 06pas3ytoTCs 0TX0Ab! KnaccoB A, b n I, KOTopble Kiaccu-
(uumpyroTea 1 yHuuTOXatoTesa (ytuamsmpyrotces) B cootBetctsum ¢ CaHlNMuH 2.1.7.2790-10 «Ca-
HUTapPHO-3NNAEMMONOrMYeCKMe TpeboBaHUA K 06palleHno ¢ MEAULMHCKAMU OTX04aMu». [le3nH-
(hekunto HabopoB peareHTOB cnedyeT NpoBoAuTb Mo MY 287-113 «MeToanmyeckme yKasaHus no
[e3VHpeKUnn, NpeacTepunn3aLMOHHON OYNCTKe U CTEPUNN3ALUN U3LEeNNA MeLULIMHCKOIO Ha3Ha-
YEHMS».

5. OBOPYAOBAHWVE 1 MATEPUVA/IbI

- aMnanguKaTop ¢ (hyopecLEHTHON AeTEKUMER B pexxMe peanbHOro BpeMeHn «CPX96»
(dmnpma «Bio-Rad», CLLA);

- NlaMMHapPHbIA BOKC 2-ro Kiacca 6Monormyeckomn 3almTsl (HanpumMep, 6oKc abakTepuasib-
HO BO3AYLHO cpeapbl Tuna BABN-01, «JlamuHap-c», 3A0 «JlaMuHapHble C UcTembl, Poccus);

- XONoAUNbHWK BbITOBO, NoAAePXMBaOLWNIA TemnepaTypy (2-8) °C;

- MUWHU-LLeliKep AN Npobypok BMeCTMMOCTbIO 0,2 M, obecneunBaroLmii nepemeLLmBaHmne
npu 1200 06/MuH (Hanpumep, PSU-2T, dgupma «BioSan», Jlateus);

- MUKpOLeHTpUdyra 418 NpobrpoK BMECTUMOCTLIO 2 MA, obecreymsatownii 13000 06/MuH
(Hanpumep, «Eppendorf MiniSpinx», gmpma «Eppendorf», MepmaHus);

- [03aTOpbl OfHOKaHa/bHble C MEepPeMeHHbIM O0ObLEMOM, CO CMEHHBIMU HaKOHEYHVKaMM
(Hanpumep, gupma «Biohit», PUHNAHANS);

- BCTpAXvBaTeNb 419 Npobupok (Hanpumep, Bio-Vortex V-1 plus, ¢upma «BioSan», flat-
BUA);

- MNepyaTku MegULMHCKME OAHOPa30Bble HECTEPU/bHbIE HEOMYAPEHHbIe NAaTEKCHbIE WK
HeonpeHoBble (Hanpumep, nepyatku «NeoTouch», pupma «Ansell Healthcare», MepmaHus);

- 0fHOpa30Bble HAKOHEYHUKWN A/ [03aTOPOB C 3aLUUTHBIM (UILTPOM /a3p0o30/ibHbIM 6apb-
epom (Hanpumep, upma «FinnTip», PUHNAHANS);

- LUTaTMBbI ANA MUKPOMPOOGUMPOK BMECTUMOCTBIO 1,5 - 2 mn 1 0,2 mn (Hanpumep, dupma
«XenMKoH», Poccus);

- KOHTelHep Ana cbpoca oTxodoB (Hanpumep, «KoHTelHep A4ns copoca OCTPOro UHCTPY-
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MeHTapus - EK-01», dmpma «KM-TNPOEKT», Poccus);
- HOX KaHLLe/IPCKUIA.
6. MOArOTOBKA AHAJTM3NPYEMbIX OBPA3LIOB N PEATEHTOB

6.1. MogroToBKa aHaIM3MpPyeMbIX 06pa3LoB.

[ns aHannsa NoAroToBUTbL KMHMYECKME 06pa3Lbl (BYKKa/IbHOro anuTenus, LebHOM KPoBK) C
nomouybto Habopos Ans BblgeneHns OHK «PeanbecT-IeHeTuka AHK-akcnpecce» unm «PeanbecTt
aKcTpakums 100».

Kaxxgas rpynna obpasuos, npoxoasiias yepe3 npoueaypy BblgeneHns OAHK, gomkHa cogep-
XaTb KOI 1 K02, KoTopble SBAATCA KOMMNOHEHTaMW AaHHOro Habopa.

6.1.1. BolgeneHve AHK c nomolpto Habopa peareHToB «Peanbect akcTpakums 100».

BbuieneHne AHK 13 06pasyoB npoBoanth 6e3 fo6aBneHNs BHYTPEHHEr0 KOHTPO/SIbHOro 06-
pasua (BKO). KOI n K02 npoxogsaT npoueaypy BblieneHns AHK aHanorMyHo nonoXxutensHoMy
KOHTpOibHOMY 06pasuy (MKO) (cM. MHCTPYKLMIO Habopa A/1 BbLUENEHNS).

Anounio 06pasyos nposoanTs B 200 MK 3M1HOMPYIOLLEr0 pacTBOpa, BXOAALLEro B COCTaB
Habopa Ans BblgeneHmns. 3atem f06asnTb 400 MK 3MOMPYIOLLEro pacTBopa «I eHeTHKa», BXOAALLEro
B COCTaB [aHHOro Habopa. TulaTenbHO nepemMellaTb Ha BopTekce. LieHTpudyrnpoBaTh Ha MUKPOLIEH-
Tpugyre npu 13000 06/MUH 1 MUHYTY. Y CTaHOBUTb NPOOMPKM B MarHUTHBIA LUTATUB.

6.1.2. BolgeneHve JHK ¢ nomoLbto Habopa peareHToB «PeanbecT-IeHeTuka AHK-3kcnpeces.

BoigeneHve OHK u3 06pasuoB MpoBOAMTL COMACHO MHCTPYKUMM Habopa. IMpobbl rotosbl K
nocraHoBke [NLP-aHanm3a.

6.1.3. BblgeneHHyo AHK xpaHuTb npu Temnepatype (2-8) °C He 6onee 24 Yacos.
6.2. lNofroToBKa peareHTOB.

Mepen Havyanom paboTbl M3BMIeYb HABOP U3 XOMOAW/BHUKA, BbLUepXaTb Npobupkn ¢ MPC B
ynakoBke (He BCKpbIBas!) npu Temnepatype (18-25) °C He MeHee 30 MMHYT. 3aTeM BCKPbITb YMaKoB-
Ky, aKKypaTHO C MOMOLLbI KaHLEMSIPCKOrO HOXKa 0Tpe3aTb HeobXoAuMoe KOAM4YecTBO (Mo umciy
MOArOTOB/IEHHBIX NPO6, BKNOYas KOHTPO/bHbIe 06pasupl: 1 KOI n 1 K02) npobupok ¢ M'PC. OTpe-
3aTb NPOOVIPKM CneayeT BMECTE C MOKPbIBAOLLIEN X MIEHKOIA.

BHumaHve! OcTaBLUmMecs Heucrnonb3oBaHHbIMKM NPo6upkn ¢ MPC ynakoBaTb B LIeGhIEHOBSIN
nakeT C ocyLMTeNeM, yaanuTb U3 HEro NNLLHUIA BO3AYX U NIOTHO 3aKPbITh 3aXKMM.

Mocne nepBOro BCKPbITMSA YNaKOBKWU CPOK rogHoctu MPC npu Temnepatype XpaHeHus (2-
8) °C coctaBngeT 3 mecaua.

KOI 1 K02 nocne BCKpbITUA NPOOGUPOK XpaHWUTbL Npu Temnepatype (2-8) °C He 6onee 1 me-
caua uny annkeoTamu no 50 MK npu TemnepaTtype MUHYC (18-24) °C He 60nee 3 MECSLIEB.
7. MPOBEJEHVE AHAJTN3A

7.1. Heobxogumoe Konmyectso npobupok ¢ MPC npoHymepoBaTh 1 PacrosioUTb B LUTATUBE.
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BHumaHve! Hapgnucy cnefyeT pacnonaratb Ha 6G0KOBOM 4acTu Mpobupok. Ontuyeckast
MJEHKA JO/MKHA 0CTaBaTbCA YACTOM!
7.2. B Kaxayto npobupKy [03aTOPOM C OTAe/IbHbIM HAKOHEYHUKOM C (PUIBTPOM BHECTM MO
50 mkn pactBopa BblgeneHHoin AHK. He 3axBaTbiBaTb 0CaoK!
IMNOTHO 3aKNenTb NPOBMPKM ONTUYECKON NNEHKOIA.
7.3. TloMeCTUTb NPOGUPKM B MUHUK-LLEKeP. MNepeMeLlaTb CoLepXXMMOoe NPOOMPOK € 4acTOTOM
BpaweHmst 1200 06/MWH B TeYeHME 1 MUHYTBI.
7.4. MoMecTUTb NPOBUPKIM B aMnAnpUKaTop.
7.5. 3anporpammupoBatb nNpubop [ANA NPOBefeHWs aMnngukauum  cneumgpuyeckoro
(pparmeHTa JHK yenoBeka 1 perucTpaumm KpusbIX niasieHus.
MporpaMmmnpoBaHre amnangrkaTopa NPOBOANTL B COOTBETCTBUM C MHCTPYKLMEN K Npubopy
nnn. 7.6.-7.9.
7.6. 3anporpamMMupoBaTb MPOTOKO/N MPOBEAEHUSA peakumn amnanpukaumm n geTekumm Kpu-
BbIX M/1aBNEHUA:
— 1cTtagua: 50 °C - 2 MUHYTHI;
— 2 ctagua: 95 °C - 2 MUHYTHI;
— 3 ctagus: 50 umknos (94 °C - 10 cekyHg, 60 °C - 20 cekyHA);
— 4 cTagus: «KpvBas nnaeneHus» ot 27 °C go 75 °C ¢ warom 1°C
B TeyeHue 5 cekyHp (M3MepeHune (hnyopecUeHUMN NPOBOANTL HA KaXKA0M Luare);
— 5 cragua: 10 °C - 1 muHyTa.
7.7. BblbpaTb KaHa/lbl AETEKLMW KPUBbIX MiaBneHus aynnekcos crneyuduyuHoro AHK-30H4a
1 NPOAYKTa amnanguKaLmmn Ana perucTpaumm reHeTUYeckux noanMopgnu3mMoB:
«PAM» - peructpaunsa C807T reHa ITGA2\
«KOX» - peructpayma G10976A reHa F7.
7.8. 3anporpamMmupoBaTb MOIOKEHWE MPOOMPOK C UCCefyeMbIMA U KOHTPO/bHbLIMU
o6pasuamm cornacHoO MHCTPYKLUM K UCMOo/b3yeMOoMy Npubopy.
7.9. 3anycTuTb Nporpammy M MPOBECTU peakuMio amnanuKaumm ¢ peructpauueid gpiyopec-
LIEHLMN B pEXXUME peasibHOro BpeMeHM.
8. AHAIN3 N YUET PE3YJ/IbTATOB
8/1. YcnoBuA aHanmsa 1 yyéTa pesy/ibTaTtos
Ona KOI B kaHanax getekunn «PAM» 1 «KOX» AO/MKHO (PMKCUMPOBATLCA HaMymne OLHOro
NyKa nnaBfeHns, COOTBETCTBYIOLLIEr0 reHoTuny «HopmasibHas roMo3uroTa», U onpeaensTbCs 3Ha-
YeHvie TeMMepaTypbl NNaBNeHNS.
Ona K02 B kaHanax getekunn «PAM» 1 «KOX» JOMKHO (PUKCUMPOBATLCA HaMyne OfHOro

NKa nnaBneHnsd, COOTBETCTBYHIOLL,EFO reHOTUNY «MyTaHTHaFI roMmosmroTa», 1 onpeaenATbCA 3Ha-
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UYeHvie TemnepaTypbl NiaBIeHus.

8.2. AHanus pesynbTaToB onpeaeneHus nonnmopdmnamos C807T reHa ITGA2 n G10976A
reHa F7.

8.2.1. Ans kaxpgoro muccnefyemoro obpasya B KaHanax getekummn «PAM» 1 «KOX» [o/mkeH
(hmKCMpoBaTbCs OAMH (B Cnyyae roMO3UMroTHOrO HOCUTENLCTBA) UK ABa (B C/lyyae reTeposnroTHo-
ro HOCUTENbCTBA) NUKA MNIaBMEHNA U ONPeLeNAaTbCa 3Ha4YeHe TemnepaTypbl MaaBneHus.

8.2.2. ['eHOTMN aHa/IM3MPYeMOro obpasua yunTbiBaeTcA Kak «HopManibHasi roMo3uroTa», ecim
AN19 3TOro obpasua HMKCUpYeTea Haimume OAHOMO NKa NAaBneHus, Npu 3TOM 3Ha4YeHne TeMnepa-
Typbl OT/IMYaeTCA He 60/1ee Yem Ha 2 °C OT TemnepaTypbl nnasneHus ang KOI.

8.2.3. N'eHOTMN aHanU3Mpyemoro obpaslia yunTbiBaeTCcA Kak «MyTaHTHas roMo3uroTa», ecm
A9 3TOro obpasua YMKCUPYeTCH HaIMume O4HOrO NMKa nnaefeHus, Npu 3TOM 3HayYeHWe Temrnepa-
TYpbl OTIHAETCS He 60nee YeM Ha 2 °C OT TemnepaTypbl NnasneHns ans K02,

8.2.4. 'eHOTVN aHasM3MpPyeMoro obpasua yunTbIBaeTCs Kak «[eTeposunroTta», eciv Aig 3Toro
obpasua PUKcMpyeTcs Hanmume ABYX NUKOB MN/aBeHUA, NMPY 3TOM 3HaYeHWe TeMnepaTypbl O4HOIO
nMKa oTn4yaeTcsl He 6onee yeM Ha 2 °C oT TemnepaTypbl nnasneHuns ans KOI, a TemnepaTypa
BTOPOro OT/M4aeTcs He 60s1ee yem Ha 2 °C oT TemnepaTypbl nnasneHus ansa K02 (noapobHee cm. B
MpunoxeHnn 1un MpUNoXKeHUN 2 K 4aHHON UHCTPYKLMN).

8.3. Pe3ynbTar reHoTMNMPOBaHUA CUMTAETCA COMHWUTENbHLIM, ec/iM Temnepatypa nnasieHns
NPOAYKTOB rmépuamsauum otanyaetcs 6onee yem Ha 2 °C OT 3HayeHMI, nonyyeHHbIX ang KOI
n/innn KO2. ComMHUTENbHbIE Pe3y/ibTaTbl He MOAJeXaT aHaIn3y 1 y4éty. B cinyyae COMHUTENIbHOro
pesy/ibTata HeobXo4MMO NPOBECTU MOBTOPHbIA aHa/IM3 JaHHOro obpasua, HaumMHas ¢ atana Bblje-
neHna AHK nnn 3abopa matepuana.

8.4. inarHoctmnyeckas 3HauMMOCTb

HacnefctseHHaa npefpacnonoXeHHOCTb ABNAETCA OAHUM U3 KNHUEBbIX 3BeHLEB NPY pa3Bu-
T TPOM6O(UNNA. PUCK pa3BuTMs TPOMBO30B, TPOMOOIMOO/NIA, ULLIEMUIA U UH(APKTOB OPraHoB
3HAYMTE/IbHO YBENIMYMBAETCA NPU COBMECTHOM [eNCTBUW HACNeACTBEHHOCTU M CpefoBbIX (DaKTo-
POB, TaKMUX Kak KypeHue, Npuém OpasibHbIX KOHTPALENTUBOB M pAja APYruX NIeKapCTBEHHbIX Mpe-
napatoB, GepeMeHHOCTb, ANNUTENlbHas MMMOOWUAM3aUNs, XUPYpPruyeckme onepaymn B 061acTy
KPYMHbIX BEHO3HbIX MarucTpasieir, coyeTaHue C XPOHUYECKMMM 3aboneBaHUAMU (OXKMpPeHUe, ca-
XapHbIA AMabeT, MaTonornu cepaua, 310KayecTBeHHble oryxonu). Mpu 3TOM BbISBUTb Hacneq-
CTBEHHYHO MpPeApacrofioXeHHOCTb [0 Pa3BUTUSA OCNOXKHEHWUIA 6e3 NPOBefeHNS TeHEeTUYECKOro aHa-
N33, Kak Nnpasunno, 3aTpyaHuTeIbHO. TpoMO0oghnana - MHOroghakTopHOe 3ab0/1eBaHe, Y BbLLEUTb
OAVH «OTBETCTBEHHbIN» FeH HEBO3MOXHO, CYMMAPHbIA PUCK CK/IabIBAETCA U3 COYETAHHOro AeW-
CTBUA paja NOAMMOPHU3MOB B Pa3/IMYHbIX reHax, UMeoLMX OTHOLLEHWE K CUCTEME remMoCcTasa.

e ITGA2 KogupyeT KOMMareHoBbIN peLenTop MHTErpuH anbda-2, OTBeYaroLWniA 3a aare-
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3510 TPOMOOLIMTOB M APYTMX KNETOK, Perynsaumio aKCnpeccuy KosiareHa u KosnnareHasbl, 06paso-
BaHVie 1 ynopsaa0yBaHne HOBOCUHTE3NPYEMOr0 BHEKNETOYHOro MaTpukca. MNonnmopgmsm C807T
reHa ITGA2 He OTpaxkaeTcs Ha CTPYKType 6enka, HO y HocuTenen annenst 807T 3HaUNTENbHO YBe-
NINYMBAETCA KOMIMYECTBO PELenTOPOB Ha MOBEPXHOCTM TPOMOOLMTOB W, COOTBETCTBEHHO, BO3pacTa-
eT BEPOSATHOCTb TPOMB006pazoBaHUA. AsinefbHblil BapuaHT 807T accouumpoBaH C MOBbILLEHHbIM
PUCKOM KOPOHApHOW apTepuanibHONn 60M1e3HN, MHapKTa MUOKapaa, TPoM6030B. 18 roMo3uroT
807T/T oTMeyeHa MaHudecTaums MHapKTa MUOKapda MU MHCYNbTOB B 60nee paHHEM BO3pacTe.
Hocutenu annens 807T, ocobeHHO B romosurote 807T/T, MeHee YyBCTBUTENIbHbI K aHTUTPOMOO-
LMTapHOI Tepanuu n TpebytoT 60/ee arpecCMBHBLIX CXeM fledeHuns. Accoumaums annens 807T ¢ He-
4yBCTBUTE/ILHOCTHIO K aCrUpPUHY Hanbosee BblpaKeHa B a3MaTCKMX NonynaumsaX U B MeHbLUER CTe-
MeHN NPOSB/ISETCS Y €BPONEOU0B.

Monmumopduam G10976A B reHe F7 npMBOAMT K 3aMeHE aMUHOKUCNOTLI B 6enke, Arg353Gin,
YTO OTPAXKAETCHA HA HOPM&A/ILHOM CUHTE3e N (DYHKLMOHUPOBaHUK thakTopa VI cBepTbIBaHNSA KPOBU.
Kak B roMO31roTHoM, Tak 1 B reTepo3vroTHOM COCTOAHUKM 3ameHa G10976A NpuBOAUT K CHUXKe-
HUK0 KO/MyecTBa akTmBHOro (aktopa VII B Kposu, y romo3urot A/A akTtuBHOCTbL (paktopa VIl
CHWXKeHa Ha 72% OT HOpPMaibHOro YpOoBHA. [loKa3aHO, 4YTO reTepo3UroTHOe HOCUTENbCTBO
G10976A F7 cCHWXKaeT puCK pa3BmUTUA TPOMOO30B 1 MH(apKTa MUOKapaa B 2 pasa, AaXe Npy Hau-
YMM aTepoCKepo3a KOPOHapHbIX cocyaoB. Takum obpa3oM, nonmmopduam G10976A F7 sBnsetcs
3alUMTHBIM (PAKTOPOM B pa3BMTUM TPOMOO30B M MH(hAPKTa MUOKapAa.

Bonee NofpobHO 03HAaKOMUTLCA C AMArHOCTUYECKOM 3HAYMMOCTLIO OMNpefefieHnst O4HOHYK-
neoTnAHbIX nonmmopdgusmos C807T reHa ITGA2 n G10976A reHa F7 MOXHO B inTepatype:

LietoBckas [.A., YukoBa E.A., Siupwwny .. n gp. [eHeTMyecKne (hakTopbl puUCKa
TPOMOGO(UINN Y HKEHWMH PenpoayKTMBHOIO Bo3pacta B 3anagHo-CuOGMpcKOM pervoHe //
®yHaameHTa/bHble nccnegosaHua. 2010. Ne 10. C.72-79.

LWenotnHa E.T., Mpaconosa M.A., MBaHoB M.K. HoBble Habopbl peareHTOB A/1 BbISBIEHUA
OAHOHYK/IEOTUAHbLIX MOMMOP(N3MOB reHOB (PONATHOMO LKA N CUCTEMbI CBEPTbIBAHUA KpPOoBU //
HosocTtu BekTop-becT. 2013. T.68. No2. C. 2-8.

MetpukoB A. C., Loiixet A. H., benbix B. U., E.®. KotoBwukosa, WN.T. MNeperygosa, I"..
KocTioueHko.  Pofb  reHeTMyecknx  MOAUMOP(U3MOB B BO3HWMKHOBEHMM  BEHO3HbIX
TPOM603IMBONNYECKUX OCNOXHEHWI // MeguumHa 1 obpasoBaHne B CMOMPU : CETEBOE Hay4yHOe
n3gaHue. 2012. Ne 4.

Mn3oBa H.B. Tpomb6othunnnm: reHeTUyYecKme noMmMopnamesl U COCYANCTbIe KaTacTpodibl // M.:
MMA-TTPECC. 2013.248 c.

9. YCNoBUA TPAHCIMNOPTUPOBAHUNA, XPAHEHNA 1 TTIPUMEHEHNA HABOPA

9.1. TpaHcnopTVpoBaTh M3AENNS CredyeT TPaHCMOPTOM BCEX BUAOB B KPbITbIX TPaHCMOPT-
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HbX CPECTBaX B COOTBETCTBUM C NpasuiamMu NepeBo3ok, AeNCTBYOWMMM Ha TPaHCNOopPTe AaHHOro
BUda, Npu Temnepatype (2-8) °C. [lonyckaeTca TpaHCNopTUpoBaHMe npu Temnepartype Ao 25 °C He
6onee 10 cyToK.

9.2. XpaHeHve Habopa B YMakoBKe MpPeanpuaTUA-U3roTOBUTENS LO/HKHO OCYLLEeCTBNATHCA
npun Temnepatype (2-8) °C B TeueHMe BCEro CPOKa rogHOCTU B XOMOAUSIbHBLIX Kamepax WnM X0so-
ANNbHUKaX, 06ecneynBaroLmMX pernameHTUPOBaHHbIA TeMMNEPATYPHbIA PEXUM C eXeAHEBHON pe-
rucTpaumein Temneparypbi.

9.3. Cpok rogHoctn Habopa - 12 mecsieB CO AHA Bbinycka. He gonyekaetcs npvMeHeHue
HabopoB MO METEYEHMUN CPOKa UX FOLHOCTW.

9.4. ina nonyyeHns HagéXHbIX pe3ynbTaTtoB HEOOXOAMMO CTPOroe co6Mt0AeHe JaHHOW WH-
CTPYKUMM NO NPUMEHEHUIO Habopa.

10. TAPAHTUMNHBIE OBA3ATE/ILCTBA

10.1. TMpousBoauTenb rapaHTUPYET COOTBETCTBME BbIMYCKAEMbIX W3Aenunid TpeboBaHUAM
HOPMaTWBHOM N TEXHUYECKOWN [OKYMEHTaLUN.

BesonacHoeTb 1 Ka4yecTBO U3JeNns rapaHTUPYOTCA B TEYEeHKEe BCEro CpoKa rogHoCTK.

10.2. MNMpown3BoanTenb OTBeYaeT 3a HeLOCTaTKU W3LeNnnsd, 3a UCKIYeHVeM [edeKTOoB, BO3-
HUKLUMX BCNEACTBME HapyLUEeHWs Npasus Nob30BaHWs, YC0BUIA TPAHCMOPTUPOBAHNA U XPaHEHNS,
NN6O AeNCTBMA TPETbUX NNLL, NM60 HENPEOJONNUMON CUTbI.

10.3. Mpown3soanTenb 0653yeTcs 3a CBOW CUET 3aMEHUTb M3Aenne, TEXHUYECKME U PYHKLMO-
Ha/lbHble XapaKTepucTUKN (NOTpebuTeIbCKMe CBOMCTBA) KOTOPOro He COOTBETCTBYHOT HOPMATWB-
HOW M TEXHWYECKOW [OKYMEHTaUMK, eCin yKasaHHble Hef0CTaTKN ABUANUCHL CNEACTBMEM CKPbITOrO
fedekTa MaTepuraioB UM HEKAYECTBEHHOIO NU3rOTOB/IEHUS U3AeNNA NPOU3BOAUTENIEM.

Mo Bonpocam, KacaroLlmmcs KayecTBa Habopa «PeanbecT-I'eHeTuka Femoctasz ITGA2/F7»
cnepyet obpauateca B AO «BekTop-BecT» no aapecy:

630117, r. HoBocmbupck-117, a/a 492,

Ten. (383) 332-92-49, 227-60-30; Ten./dakc (383), 332-94-47, 332-94-44.

E-mail: plkobtk&,vector-best, ru

HauanbHUK oTAeneHus
AO «BekTop-becT» Ccch A.B. TpyxuHa

[npekTop No Npon3BOACTBY
AO «BekTop-becT» B.K. Tkaues

PykoBoauTenb oTaena

«KnnHn4eckne ncenefoBaHnsa»

00O «He3sasucumas naboparopus MHBATPO» P.C. l'ogyHoB
M.I.
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ITGA2

F7

Ocovvn o ocg@n

C807T

G10976A

FEHOTUN
«HopmasbHas «MyTaHTHas
romMo3uroTa» romMo3uroTa»

§ OpovH nuk nnasne- OAWMH NWK NnaBne-
HYA, 0T/IMYaeTco HUSl, OT/IMYaeTCA

He 6onee He 6onee
yeM Ha 2 °C yem Ha 2 °C
oT KOI oTKO02
«FAM» C/C T/T
«ROX» G/IG A/A
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MNMPUNOXEHNWE 1

«["eTeposnroTa»

[Ba nuka
niaBfeHns,
oT/InvaroTCA

He 6onee
Yem Ha 2 °C

oT KOI nK02

CIT

G/IA

10



MPUNNOXEHNE 2
PaboTa ¢ AeTeKTUpyrowmm amnnanpukatopom «CFX96» (dmpma «Bio-Rad», CLLA).

MpumeyaHve. Ona MANKOCTPaUMM B HACTOSLLEN WMHCTPYKUMM WUCMONb30BaHbl CKPUHLLIOTbI
nporpammbl Bio-Rad CFX Manager v3.0. ns apyrux sepcuit MO BHELIHWIA BUA MOXET HE3HAUN-
Te/IbHO OT/IMYATLCA OT NPUBELEHHOIO HUXKe.

A. 3anycK peakumu

1) 3anporpamMMumpoBaTb NPOTOKO/ NPOBELEHNS peakLuy aMnanuKaumm u eTeKLumnm KpmnebIixX

nnaeneHns (3aknagka «Protocol»):

YcTaHoBUTL 06bEM 06pa3ua - 50 Mkn («Sample Volume 50 ub>)

lwar: 50°C - 2 MUHYTHI,

2 war: 95°C - 2 MUHYTHI;

3 war: 94°C - 10 ceKkyHz,

4 war: 60°C - 20 cekyHg,

5 war: nostop («Insert GOTO»), HauMHasn ¢ wara 3, ewwg 49 pa3 - cymMmMapHO 50 UMKNIOB;
- 6 war: «kpueasa nnasneHus» («Insert Melt Curve») ot 27 °C go 75 °C ¢ yBenmyeHreM Ha
1°C; nHKy6aumsa Ha Kaxkon TeMnepaTtype B TeUeHne 5 CeKyHZ C M3MepeHneM (hyopecLeHLnn;

- 7 war: 10°C - 1MuHyTa.

-0 00—

Protocol Editor - VB-Gervetika-Meltprcl S n ancnmn
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BHumaHMe! Vi3mepeHne onyopecueHuun Ha ware 4 B JaHHOM NPOTOKO/e He npoBoanTCs!

2) 3anporpaMmmpoBaTb MOJMOXEHWE MPOOGMPOK C  UCCNeAYEMbIMA U KOHTPOJIbHBIMM
obpasuamy (3aknagka «Plate»). BblbpaTb KaHaibl [ETEKUMM KPWBbIX MaBNeHUs OyniekcoB
cneynmyHoro AHK-30HAa ¥ npofykta amnavukaumm 1S perucTpaumm  reHeTU4eckux
nonmmopgnsmoBs: «PAM», «<HEX», «<KOX».

3) 3anycTtuTb nporpamMmy (3aknagka u KHonka «Start Run») 1 npoBecTy peakumio aMmnangu-
Kauumu ¢ permctpaumeit hyopecueHUMmn B peXKnMe peasibHoro BpeMeHu.

B. Pernctpauusa v y4éT pesynbTaToB

ng Bmt Tak HeeStip’: [Fuogioe 7' ?
MareRaj @GoiEW\| RnHwin

40 50 60
Temperature. Celsius

' PMORX
WHN fio A B @bt [k ~ LK
Uk Unk Lo~ vk unk ounk o unk A A OB il BER2 47000
Unic Unk munkM IUnk Unk Unk Unk LI.II % W GB wm‘ m a&
A OB 027 5101
Unk uUnk nnk3 llnkU lUnk Unk Unk 1Unk % W GB Lm m 47(D1
Los e 1 S ™M 0B Uad 057 SO
Unk Unk - nk4 nkl2 Lunk Unk Unk unk I__L"u_l W G& Lm m
unk  Unk Junks 1Unki31 Unk  Unk  Unk | Unk |Lu M OB W Y 40
Lo i B A OB Wl BB 47001
Unk Unk Junké nkMJ unk Unk Unk 1Unk ﬁnt L) @ W Cm Lm m 4m
Unk Unk lunk?7 :ILJnkISj unk Unk Unk 1Unk @ w GB Ukﬂ m m
Lol K A 0B UdB 31y 50
Unk Unk uUnks nkl6 Lunk Unk Unk Unk '\A"!* M w m u({g m qu
Qe sieS Qe

[N npocMoTpa pe3ynbTaToB aHa/M3a NOC/ie OKOHYaHUs peakuyn CrnedyeT BbiGpaTb BBEPXY

3aKknagKy «Melt Curve» N ncane rpagmke cneBa 0TOGPAXKAKTCA UCXOAHbIE JaHHblE W3-
MEpPEHNS MHTEHCMBHOCTY (PyOpPEeCLEHLMMN B 3aBUCUMOCTM OT TEMMepaTypbl, 3TOT Xe rpajmk 0To6-
paXaeTcs B peaslbHOM BPEMEHW BO BpeMsi peakuun. Ha rpadmke crnpasa npegcras/ieHbl 06pabo-

TaHHbIE KPUBbIE, UMEKOLLINE BUA MAKOB MNaBNEHNS. B meHto nopg, Fpa(*)I/IKOM Hago Bbl6paTb TN nun-

KOB; OTpULaTE/bHbIE Feck Type:  Negpthe __i. B Tabnuue cnpaBa BHU3Y 0TOGPaXKAtOTCA 3HAUYEHMUS
TemnepaTtyp NnaeBneHus Ans BblaeneHHbIX 06pasLioB. O6pasell, Ha KOTOpbI HaBeaEH Kypcop, Moj-

CBEUMBAETCS XKMPHbLIM B TabMMLE U HA rpadinkax.
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6onee yeM Ha 2 °C oT TemnepaTypbl NnasneHus ansa K02.
eHOTMN aHanM3MpyemMoro obpasua yuuTbiBaeTCs Kak «[eTepo3urota», ecnn Afid 3T1oro
obpasua (UKCUpyeTcs Hamume ABYX NMUKOB MNaBMEHWS, NPW 3TOM 3HAYeHWe O4HOro OT/IMYaeTcs
He 6onee yem Ha 2 °C oT TemnepaTypbl nnasneHus and KOI, a TemnepaTypa BTOPOro oT/aM4vaeTcs

He 60nee Yem Ha 2 °C OT Temnepatypbl nnaeneHms gns K02,

14
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MpoLuHypoBaHO, NPOHYMEePOBaHO M
CKPenneHo neyvatbio A JIUCTOB.
OTtB. 3a y4yeT 4OroBOpoOB
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