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Ipunoxenue Nel
Texumdecka cienudukanms
Ne HaumenoBanue /apTHKymm/
¢unancos
06.103./
MSAPKa/KOJINYECTBO |JIMMUT /NB./ 6e3

apTHKYJ TUIC

MEKPOSHIOR AHS Ty Y
npoMeHH B 6pos konua (copy number changes) npu pa3nuuau 3a60J19BaHAS ¢ MUHUMATHH

JIHK muxpoapeii 3a nerexuus Ha
TEXHHYECKH XapaKTePHCTHKH:
-THK mukpoappeii ¢ no 4 npo6u Ha cnaiig ¢ popmar 4x44 K
-Jla noxpHBa H ia € B CbOTBETCTBHE C MEXIyHapOAHHTE CTAHAAPTH Ha KOHCOPIMYMa 3a uToreHoMun aped (ISCA)

-Jla moxpuBa cnemHuTe 3a6onasanns: Angelman / Prader Willi (15q11);AZFa region (Yq11.2);Beckwith-Wiedemann (11p15);
Creatine deficiency / X-linked mental retardation (16p11);Dandy-Walker (3q24);Fragile X (Xq28);Hemophilia A (Xq28);Downs
L1 syndrome (21q22); diGeorge 1 (22q11);Williams-Beuren (7q11.23); Retts (Xq28);Miller-Dieker (17p13.3); X-linked mental
retardation (Xp21);

-3a BcAka CHHAPOM CBBp3aHa abepalus 9una pasnosara ¢ MHOXeCTBO crienuduuHN COHM 3a TOUHO oTunTaHe Ha CNV’s. PaGotn
Ha npuHnuna Ha aCGH

-KbM unna na e Bmoven 6e3nnares, cnenuutieH codryep 3a 06paboTka Ha aHAIN3a M [aBaHE HA KpaliHUs pe3yirar

-1 crnaiix B omakoBka

3

6 om. 31487,00
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JHK muxpoapeii 3a nerexuns Ha npoMenH B 6pos konust (copy number changes) npu pa3inyny 3a60nABaHHA ¢ MHHHMAIHH
TEXHHYECKH XapPAKTEPHCTHKH:

- JHK mukpoappeii ¢ no 4 npo6bu ua cnaiig ¢ popmar 4x180 K

- Jla MoKpHBa M € B CHOTBETCTBHE C MEXKIYHAPOJHUTE CTAHAAPTH Ha KOHCOpLMyMa 3a nutoreHoMHH aped (ISCA)

- Jla nokpuBa cnexnure 3a6onasauns: Angelman / Prader Willi (15q11);AZFa region (Yq11.2);Beckwith-Wiedemann
(11p15);Creatine deficiency / X-linked mental retardation (16p11);Dandy-Walker (3q24);Fragile X (Xq28);Hemophilia A

1.2.|(Xq28);Downs syndrome (21q22) 3 on.
- diGeorge 1 (22q11); Williams-Beuren (7q11.23);Retts (Xq28);Miller-Dieker (17p13.3);X-linked mental retardation (Xp21)
- 3a BCAiKa CHHAPOM CBBP3aHa aGepanus uuna pa3noiiara ¢ MHOXECTBO CeNM¢HIHH COHIM 3a TOUHO oTynTaHe Ha CNV’s
- la pabotn Ha npunimna Ha aCGH
- KM yuna e BmoueH Gesriaten, cnenuduten codryep 3a 06paboTka Ha aHaNIN3a ¥ AaBaHe Ha KpalfHus pe3yiraT
- 1 crnaiin B onakoBka
1.3./TloxpuBHn cTeiula 3a JIHK muxpoapeii popmar 4x. Jla 6baar 1 6poii B onakoBka u 1a ca cbBMeCTHMH ¢ nio3uuuu 1.1 1 1.2 9 om.
Kononkwu 3a npeuncraane 3a JIHK mukpoapeii 3a netekuns Ha npoMeHn B Opost kormus (copy number changes) npu paznuaHu
3a6onABaHuUA
- Ia 6p1ar 24 6pos B ONMakoBka
14, Jia pabotaT Ha 6a3ara na cedanexc 3 on.
- Jia BKIIOYBaT chOupareinu enpyseku — 24 Opos
- ia ca cbBMeCTHMH ¢ no3unmu 1.1 n 1.2
Ha6op 3a 6enszane Ha JTHK Muxpoapeii 3a ieTekius Ha poMeHH B Opos Komus (copy number changes) mpu pa3inusu
3abonaBanus
- Jla ©IMa 24 peaKiiH B OTIAKOBKA
- Jla OCBIIECTBABA NO-O0Bp30 GenszaHe B CpaBHEHHE C EH3UMHOTO Oensszane
|5.| A8 BKIIIOUBA: NPEYHCTBATENHH KOJIOHKH, KOMTO NPEYHCTBAT Ha 6a3ara Ha cedanexc, ceOnparennu enpyserky, 6arpwia ( Cy3 n 3 o
'|Cy5 ), HykneoTunen Mukc, npaiiMepH, EH3UM.
- Z1a crasa 3a GenszaHe Ha ynnoBe ¢ 60-MepHH ONHIOHYKICOTHAHH COHIH
- ONTUMH3HUPaH 3a pabora ¢ ynmose, orauramy CNV —Ta ¢ rojiiMa JOCTOBEPHOCT
- 1a € chbBMeCTHM ¢ no3unuun 1.1 n 1.2
XnbpuansaunoHeH 6ydep
-Aa 6be AocTaThYEH 3a MUHEMYM 25 MHKpOapeHHH CTHKJIa ¢ 1o 4 npobu Ha cialin
1.6.|- na ca ceBMecTHMM € no3unan 1.1 u 1.2 1on.
- 1 6poii B onakoBka
1.7.\Muem 6ydep 1 u muews 6ydep 2 3a aCGH/ChiP-on-ChiP 2x 121 B onaxoska 1 on.
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1.8.|Yosemxa COT JIHK (250ul) 1mg/ml B onakoska 1 on.
1.9.|Pedepentra mpxka [IHK , Munumym 3a 100 peakuuu B onakoBka 1 om.
1.10.|PedepentHa xeHcKa ,I[HK MHHHMYM 3a 100 peaxmm B ONAKOBKa 1 om.
2.[PeaxTinn u KoRCyMaTHRY 38 HIOAHpaHe n cokpennpane na JHK o
Kwur 3a n3onmupane Ha JTHK ot yoBemka kpsB ¢ 06em 1o 10 mii., moaxonsm 3a Chemagic MSM I -12 Rod Head, Bpeme 3a
2.1. 1 on.
H3oiMpane Ko 60muH., no6us 150 - 300 mxr JIHK, 3a 250 npoOu B onakoBka
22804,48
Crannapr 3a pa3mep -LIZ 500, 3a onpenemsne Ha JJTHK dparmentu ¢ aemkuna 35-500bp, ceabpxa 16 6emszann ¢ LIZ
2.2.|ennoseprxun JJTHK ¢pparmeHTH, NOIXONAN 33 aHANN3 HA MAKPOCATEJIMTH | ApPyTH, 800 peakuun B ONakoBKa 1 om.
K¥T 32 BHCOKO YyBCTBHTEJIHO KOJIMIECTBEHO H3MepBaHe Ha qBoiinoseprxkHa JIHK, BHCOKO celekTHBeH 3a ABOliHO-BeprxkHa JIHK
23 (dsDNA) nan PHK 1 ToueH 3a Haganuu koHueHTpauun ot 10 pg/uL no 100 ng/pL; c konnuectsen o6xsat- 0.2-100 ng. Kutet na 2 on
“|sxmousa dsDNA HS pearent, HS 6ydep, HS crannapr #1 u dsDNA HS crannapt #2 B TE Gydep. [la e coBMecTM ¢ Qubit® 1.0, )
Qubit® 2.0 u Qubit® 3.0. 100 p-uu B onakoBKa
Kwur 3a n3mMepBaHe KOHIIEHTpalMaTa Ha Tpobu ¢ HuckH koHueHTaunu Ha PHK ceBMecTnM 3a pabora ¢ Qubit duryopomersp. Jla
2.4.|no3BonsABa H3MepBaHe Ha npoou cbe chabpxkanne Ha PHK or 250 pg/pL no 100 ng/pul. [la mo3BonsiBa H3MepBaHe ¢ o6xBaT- 5- 2 om.
100 ng. OnakoBka xocrarbyHa 3a 100 p-uu B onakoBka
2.5.|Enpyserku 3a Qubit® Fluorometer ¢ ThHKM CTeHH, nOIMNponuiIeHoBy ¢ 06eM 0,5 mii., 500 6pos B omakoBka 1 on.
Kur 3a JTHK cexBenupane Ha PCR npoaykrth, eqnosepuxna JIHK, 6akrepuanna renomna JIHK u npyru Ha 6a3ara Ha 6enszanu ¢
(dyopecuenTHH Garpuia AMAE30KCHHYKIICOTHIH, ChIbPKaHHE: TOTOB PEAKIHOHEH MHUKC OT TepMOCTa01IHa OJIMMeEpasa H
2.6.|dNTPs/ddNTPs B choTHOmEHHE ONTHMH3NPaHO 3a YeTeHe Ha xuird PCR npoxykru(>500bp); JIHK Marpuua; npatimep 3a 2 om.
KOHTpOJI Ha CEKBEHIIHOHHATA peakuus U 5X cekBeHnHoHeH Oydep. KuThT na 6b1e nomxomsin 3a de novo 1 peceKBeHHpaHe,
onrramusupaH 3a AT u CG Goratn perioHH, XHMHA CBBMECTHMA ChC COPTyebpa i KaTHOPalMOHHHTE NPOTOKOJIM Ha CEKBEHATOP
AB3130x1, 100 p-un B onakoska
2.7.15x Sequencing Buffer, omrumusupan 3a uznonssane ¢ kut 3a JIHK cexsennpane Ha cekBeHatop AB3130x1, 1 Ma B omakoBka 4 om.
Bucoko nefionnsnpan ¢opmamua, HI-DI 3a npurorssHe Ha npobuTe npey eleKTPOKWHETHYHOTO M HHXKEKTHPaHEe B KalWIAPHH
2.8. 2 om.
enexrpodopeznn cucremn karo AB3130x1, 25 mi1 B onakoska
2.9.|Peakunonen 6ydep-10x 3a npornuyane Ha enekrpodopesa Ha cekBenarop AB3130x1, 500 mi1 B onakoBka 1 om.
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Tonumep 3a xamwapHa enekTpodopesa na AB3130x1 (POP7), momxonsi KakTo 3a CEKBEHLMOHEH, Taka ¥ 3a dparMeHTeH

2.10. 4 om.
aHaM3, 3a KamWpH ¢ ABDKHHA 36 1 S0cM - 3.5 Mi1. B onakoBKa
211 Kanunspu xommiekt ot 16 6pos ¢ aemxuna 36 cm. 3a AB3130x1, noaxoasmu 3a CEKBEeHHpaHe ¥ pparMeHTeH aHANIN3, pa3sMepH 2 om.
" '|47cm x 50um i.d., 1 6poii B omakoBka
31 Ha6op or 400 nopbukoBu npaiiMepu 3a ¢pparMeHTeH aHANU3 H MPEKTHO cexenupane Ha JIHK, 6e3 HPLC npeuncrsane, 20 nmol 1 on.
" |scale, cpenHo no 25 Gasu AnbkMHA Ha npaiiMepa, 1 Ha6op B onakoBka 14200,00
K¥T 3a reneTHYEeH aHATH3 32 HANIMYME Ha FOJIEMH TeHOMHH JEJIELIWH U TyTUIMKauuH- ¢pparmMenTes ananmus 4pes MLPA
3.2.|xuTOBE,CHABpPIKAI BCHYKH PEAKTHBH 3a TIOATOTOBKA Ha Mpo6HTe M cnenuduyeH MAKC OT COH/IM 3a reH 1o u3bop, 3a aHanus Ha 100 2 om.
npo6u W cnenuduyeH MAKC 3a aHau3 Ha npo6ure 3a 100 peakuyu B ONaKoBKa
Ensum Exonuclease 1, katanusnpama npemMaxsaHeTo Ha HyKJIEOTHIM B Iocoka 3'— 5, 3a npeuncrsane Ha PCR npoxyxTuTe oT
33. 3 omn.
npaiimepn, 3000 U/ 150 ul, 300 peaknuu B onakoBka
Ensum Shrimp Alkaline Phosphatase (rSAP), karanusupam aedocdopwmpanero Ha 5° u 3 kpaumara na JIHK u PHK
3.4.|docdomonoecrepure, Xuaponusupam pubo-, a Taka CHIIO AEOKCHPHOOHYKIeo3ux TpudocdaTHTe, HATBIHO HEOGPaTHMO 2 om.

WHAKTHUBHpAIN ce IpH HHKyOauma Ha 65°C 3a 5 mun, 500 U/ 500 pl, 500 peakuux B omakoBka




