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Ipunoxenne Nel
Texnuyecka cnenudukanus
Ne Hawnmenosanue /apTuxymmu/
006.1m03./
MSPKa/KOJINYECTBO
apTHKYJ

1.1.

Toesie o n e PR Ly A R
THBA R 1 n B )

JHK mukpoapeii 3a nqetekuus Ha mpoMeHH B 6pos konusi (copy number chang;s) TIPH pa3JInyHU 3a00/19BaHUSA C MUHUMAJHA
TEXHUYECKH XapaKTePHUCTHKH:

-JTHK mukpoappeii ¢ no 4 npobu Ha cnaiin ¢ popmar 4x44 K

-Jla nokpuBa ¥ 1a € B ChOTBETCTBHE C MEXIyHapPOJHHUTE CTaHIAPTH HAa KOHCOPIMYMa 3a iuToreHoMHH apen (ISCA)

-Ila nokpusa cnequute 3abonssanus: Angelman / Prader Willi (15q11);AZFa region (Yql1.2);Beckwith-Wiedemann (11p15);
Creatine deficiency / X-linked mental retardation (16p11);Dandy-Walker (3q24);Fragile X (Xq28);Hemophilia A (Xq28);Downs
syndrome (21q22); diGeorge 1 (22q11); Williams-Beuren (7q11.23); Retts (Xq28);Miller-Dieker (17p13.3); X-linked mental
retardation (Xp21);

-3a Bcsika CHHAPOM CBbp3aHa abepanus ynna pasnoiara ¢ MHOXECTBO crielupuuHn COHAHM 3a TouHO oTynTaHe Ha CNV’s. Paborn Ha
npunnuna Ha aCGH

-KsM unna na e BkimoueH 6e3miareH, cnenuduyeH codpryep 3a 06paboTka Ha aHayM3a U 1aBaHe Ha KpalHUS pe3ynTar

-1 cnaiin B onakoBka

6 om.
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JUHK Mmuxpoapeii 3a nerexuus Ha npomMeHH B 6posi konMsa (copy number changes) npu pa3nauynd 3a60JABaHASA C MUHHMAJIHH
TEXHHYECKH XapaKTePHCTHKH:

- THK muxpoappeti ¢ no 4 npo6u Ha cnaiig c popmar 4x180 K

- Jla NoxpHBa u € B ChOTBETCTBHE C MEXAYHAPOJAHUTE CTRHAAPTH Ha KOHCOpLMYMa 3a uToreHomHn apeu (ISCA)

- Jla noxpuBa cnegunte 3a6onsBanns: Angelman / Prader Willi (15q11);AZFa region (Yql1.2);Beckwith-Wiedemann
(11p15);Creatine deficiency / X-linked mental retardation (16p11);Dandy-Walker (3q24);Fragile X (Xq28);Hemophilia A

1.2.{(Xq28);Downs syndrome (21g22) 3on.
- diGeorge 1 (22q11); Williams-Beuren (7q11.23);Retts (Xq28);Miller-Dieker (17p13.3);X-linked mental retardation (Xp21)
- 3a BCsKa CHH/IPOM CBBbp3aHa aGepalus uuna pasnoara ¢ MHOXeCTBO crieliu(pUUHH COHIHN 32 TOUHO oT4yHTaHe Ha CNV’s
- la pabotu Ha npunuuna va aCGH
- KbM 4nna e BkmoveH GesmiareH, cnenuguueH copryep 3a o6paboTka Ha aHaNM3a W JaBaHe Ha KpaliHUs pe3yiTaT
- 1 cnaiin B onakoBka
1.3.|TloxpuBnn cTrkna 3a JTHK mukpoapeit dpopmar 4x. Jla 6baat 1 Gpoii B onakoBka H ia ca CbBMECTHMH ¢ mo3unuu 1.1 u 1.2 9 on.
Kononkwu 3a npeuncrsane 3a JIHK mMukpoapeii 3a nerexkuus Ha npomMenu B 6post konus (copy number changes) npu pa3imuHu
3abonaBanus
La @ 6naat 24 6pos B onakoBka 3 om.
" |- na pabotsar Ha 6a3arta Ha cedpagexc
- J1a BKJIOYBaT CHOMpaTenHu enpyBeku — 24 Gpos
- Jla ca CbBMeCTHMH ¢ no3unud 1.1 u 1.2
HaG6op 3a 6ens3ane Ha JTHK muxpoapeii 3a feTekins Ha TpoMeHH B 6pos xonmus (copy number changes) npu pasnuunu
3abonsBaHUA
- Jla HMa 24 peakiiu# B OIaKOBKa
- 1a OCbIIECTBsABA NO-OBp30 bens3aHe B cpaBHEHHE C EH3MMHOTO bens3aHe
15| A BKIIIO4BA: IPEYHCTBATENHU KOJIOHKH, KOMTO NIPEYHCTBAT Ha Oasara Ha cedanekc, ceOuparennu enpyserkn, 6arpuna ( Cy3 u CyS5 3 o
), HYKJICOTH/IEH MHKC, IpaliMepH, EH3HM.
- Na cTaBa 3a 6ens3aHe Ha YHNoOBe C 60-MEpPHH OJIMTOHYKJIEOTHAHA COHIH
- ONTHMH3HPaH 3a paboTa ¢ yunose, oryutam CNV —Ta ¢ ronsiMa JOCTOBEPHOCT
- 1a € CbBMECTHM ¢ no3unmu 1.1 1 1.2
XubpuansanuoneH 6ydpep
-na 6b1e AOCTaThYEH 32 MUHUMYM 25 MUKPOapeHHH CThKJIA € 10 4 npo6u Ha cnaiin
1.6.|- xa ca cbBMECTHMH ¢ o3unuH 1.1 n 1.2 1 om.

- 1 6poii B onakoBka
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1.7.|Muem 6ydep 1 u muem 6ydep 2 3a aCGH/ChiP-on-ChiP 2x111 B onakoBka 1 om.
1.8.|Yosemka COT JJHK (250ul) 1mg/ml B onakoBka 1om.
1.9.|Pedepenta Mpxka JTHK , MuHEMYM 3a 100 peakuuu B OnlakoBKa 1 om.
1.10.{PedepenTHa xxerncka JIHK , MuanMym 3a 100 peakiuu B OnakoBka 1 om.
.| PeAXTHRH H KOHCYMATHBH 38 BIONHPAHE H COKBEHN 1 P :
21 Kut 3a n3onupane Ha JTHK ot yoBemika xpbB ¢ o6em o 10 M., moaxoasur 3a Chemagic MSM 1 -12 Rod Head, Bpeme 3a uzonupaHe 1on
" "|no 60mun., no6us 150 - 300 mxr JTHK, 3a 250 npo6u B onakoBka )
Crannapr 3a pasmep -LIZ 500, 3a onpenensne Ha JIHK ¢parmentu ¢ apipkuna 35-500bp, ceaspxka 16 Genszanu ¢ LIZ
2 7 |eanosepmxnu [IHK dparMenTn, noaxoasim 3a aHanu3 Ha MHKpOCaTENIHTH U ApyrH, 800 peakuun B onakoBKka 1 om.
K¥uT 32 BHCOKO YyBCTBHTENIHO KOJIMYECTBEHO H3MepBaHe Ha BoiiHOBepwkHa JTHK, BHcCOKO cenexTuBeH 3a BoliHO-BepmxHa JIHK
23 (dsDNA) nan PHK u ToueH 3a HavyanHu koHLIeHTpanuu ot 10 pg/uL mo 100 ng/uL; ¢ konuuectBeH o6xBat- 0.2-100 ng. KutsT na 2 o
"’IBkimouBa dsDNA HS pearent, HS 6ydep, HS cranpapt #1 u dsDNA HS cranaapr #2 B TE Gydep. [a e cBmecTam ¢ Qubit® 1.0, ’
Qubit® 2.0 n Qubit® 3.0. 100 p-uu B onakoska
Kwurt 3a H3MepBaHe KOHIIEHTpaluATa Ha 1poOu ¢ Hucku KoHUeHTanuu Ha PHK cesBMecTnm 3a pabota ¢ Qubit duryopomersp. [a
2.4.|no3BonsiBa H3MepBaHe Ha pob6u cbe chabpxkanue Ha PHK or 250 pg/uL no 100 ng/uL [la no3BonsiBa u3MepBane ¢ o6xsar- 5-100 2 om.
ng. OnakoBka foctatbuHa 3a 100 p-HH B omakoBka
2.5.|EnpyBetkn 3a Qubit® Fluorometer ¢ ThHKH CTEHH, OJMNPONKIEHOBH ¢ 006eM 0,5 Mi1., S00 Gposi B onakoBka 1 om.
Kur 3a JIHK cexsenupane Ha PCR nponykrtn, ennosepmxkHa JIHK, 6axrepuanna resomua JIHK u apyru Ha Ga3zarta Ha GensizaHu C
¢byopecueHTHH Garpuia JuAe30KCHHYKJIEOTHAH, ChAbPXKaHHe: TOTOB PEaKLIMOHEH MHKC OT TEPMOCTaGHIIHA NIOJIUMEpa3a U
26 dNTPs/ddNTPs B choTHOLIEHHE ONTHMH3UPAHO 3a ueTeHe Ha Abard PCR npoayxtu(>500bp); JTHK MaTpuia; npaiimep 3a KOHTPOJ 2 oL
Ha CEKBEHIIHOHHATa peakuus H 5X cexBeHHoHeH 6ydep. KurbT 1a 6ba€e moaxoasin 3a de novo U pecekBeHHpaHe, ONITHMH3HPaH 3a
AT u CG 6oraTtu perHoHH, XHMHS CbBMECTHMa ChC cOdTyebpa U KaTHOpallHOHHUTE MPOTOKOJH Ha cekBeHarop AB3130xI, 100 p-un
B ONIAaKOBKa
2.7.|5x Sequencing Buffer, ontuMu3supan 3a uznon3sane ¢ kut 3a JJHK cexBenupane Ha cexBeHatop AB3130xl, 1 mi B omakoBka 4 om.
28 Bucoxo netionnsupan popmamua, HI-DI 3a npurorssiHe Ha npo6GuTe npeay eNeKTPOKHHETHYHOTO UM HHXKEKTHPaHE B KalWIISPHH 2 on

enexktpodope3nu cucremu kato AB3130x1, 25 M B omakoBka
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2.9.|Peaknuonen 6ydep-10x 3a nporudane Ha enekrpoopesa Ha cekBeHaTop AB3130xl1, 500 Ma B onakoBka 1 om.
210 ITonumep 3a kanuisipHa enektpodopesa Ha AB3130x1 (POP7), noaxoasii KakTo 3a CEKBEHIIMOHEH, Taka U 3a (parMeHTeH aHamu3, 4on
" |3a xanmansipu ¢ geikuHa 36 U 50cM - 3.5 MIL. B OnakoBka )
211 Kanunsapu xommuekt ot 16 6pos ¢ apmxuHa 36 cm. 3a AB3130x1, noaxoasinu 3a ceKkBeHHpaHe U (parMeHTEH aHaNM3, pa3sMepH 2 o

‘147cm x 50um i.d 16

pOif B ONIaKOBKa

Haop 400 nop’squ npaﬁmé 3a diparﬁeﬂ’renuanm W imi:en 'ceKBeHupaﬁe Ha , 6es HPLC npe'chBaH, 20 nmol

3.1. 1 om.
scale, cpeiHo 1o 25 6a3u yb/DKHHA Ha npaliMepa, 1 HaGop B onakoBka
Kut 3a reHeTH4eH aHaIN3 3a HAJIMYHE Ha rOJIEMH FeHOMHH JIeJIelnd U QyTUTHKauH- ¢pparMeHTeH ananu3 4pe3 MLPA

3.2.|kuTOBE,CHABPIKALL BCHYKH PEaKTHBH 3a MOATOTOBKA Ha npoOuTe U cnenuuyeH MUKC OT COHZIH 3a TeH 1o H360p, 3a aHamm3 Ha 100 2 om.
npobH U cnenuduyueH MHKC 3a aHayu3 Ha npobute 3a 100 peakiun B ONakoBKa

33 Enzum Exonuclease I, katanuzupaina npeMaxBaHeToO Ha HYKJIEOTHAH B mocoka 3'— 5, 3a npeuncrBane Ha PCR npoxykture ot 3 on

" "|npaiimepn, 3000 U/ 150 pl, 300 peakuuu B OnakoBka )

Enzum Shrimp Alkaline Phosphatase (rSAP), karamusupam aedocdopunnpanero Ha 5”1 3” kpauiara Ha JIHK 1 PHK

3.4.]docdomoHoecTepuTe, XuapoIM3npan pubo-, a Taka ChIIO AeOKCHPHOOHYKIIe03:uA TpHudochaTHTe, HAMBIHO HEOOPAaTHMO 2 om.

HHaKTHBHpAIll ce IpH HKy6auus Ha 65°C 3a 5 MuH, 500 U/ 500 pl, 500 peakmuu B onmakoBKa




