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B orrosop Ha Ilokanara 3a mazapHH KOHCYATAOMH C MpPEACTaBsiHE HA MPEIJIOKCHHA C
HHAMKATHBHU neHM No 2652/27.06.2019 r. BH npeacTaBAME HAIIETO IPEAIIOXKCHHUE C

HHJIVMKATUBHYU IICHH.

HpmaraM CICHAHUTC DOKYMCHTH.

ITpenmnoxenus ¢ MHAMKATUBHY LeHM /TIpunoxxenne 2/.
ITHTHOMOIIHO YITBJIHOMOIIEHOTO JIHILE.

N

Hara: 02.07.2019 r.

C yBaxenne,

E/THIIA PYC

? ’z
ITvanomownux na: Kamenusn Tpenoagunosa Ljanxoea Hsnvanaftenen dupexmo%ﬁ;%{yén na C[{
Ha Axeaxum AJl, cvenacno ITeanomowmo Ne 1583 om 10.05.2019 2., 3asepeno o apaxawesd,
nomowHuK — Homapuyc no samecmeane npu Bans Kapacanoea - Tonuesa, nomapuyc ¢ pasion CPC, pee.
Ne 444 na Homap. Kamapa

1582 Codus 1582 Sofia &3 + 359 2 807 50 00
Jpyxoa - 2 Druzhba - 2 13592 807 50 50
6yin. “Ilpog. leTan Jlazapos™ §3 83, Prof. Tsvetan Lazarov Blvd. e-mail: aquachim@aguachim.bg
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IIprnoxenue No2

NPEAJIOKEHNE C HHAUKATHBHHA HEHH 110 APTUKYJIA 1 OBOCOBEHH O3RN

HacronmeTto TpeanoxeHne ¢ HHAMKATHBHA HeHu ¢ nogageno or AKBAXWM AJl, ¢ EUK 200984964

H nopnucano oF Eauna Pyckopa B kavecTBoTo My Ha Ilsanomomumi na Kameaus Ilankosa -
Wansanurened anpexrop u Ipexceaaten na CJ

No
06.mo3./

apTAKYN

Haumenoauue /apTUKymn/

MApKa

KOJIH4YECTBO

[2,81(3:¢]
/nB./

obma cT-cT
6e3 J1AC
/nB./

1.

PeaxTHBH H KOHCYMATHBH 32 MEKPOUMIIOB AHAJIH3

1.1

JHK Muxpoapeit 3a perexis Ha npoMeHy B Gpos xomus (copy number changes) npy paznnyann 3aGonasanus ¢
MHHHMAJTHE TEXHHYECKH XapaKTePACTUKH:

-JTHK mukpoappeit ¢ no 4 npobu Ha cialin ¢ dopmar 4x44 K

-/la BOKPHBA K 1@ € B CHOTBCTCTBHE C MEXIYHAPONHHTE CTRHAAPTH Ha KOHCOPIMYMa 3a LIATOFCHOMHH apeH
(ISCA)

-J1a noxpHBa cnenuute 3abonasanus: 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 syndrome (21q22); diGeorge 1 (22q11);Williams-Beuren (7q11.23); Retts
{Xq28);Miller-Dieker (17p13.3); X-linked mental retardation (Xp21);

-3a Besika CHHApPOM CBBp3aHa abepaliia quma pasnonara ¢ MHOXECTBO cieLdbUIHN COHH 33 TOYHO OTYHTaHE
Ha CNV’s. Paborn Ha npurumna na aCGH

-KtM unna na e BiroucH Gesmnaren, criermduyen codtyep 3a 06paboTka Ha aHANH3a ¥ JaBaHe Ha KpadiHus
pesynrar

-1 craiin B omakoBka

OI11.

1995

11970,60
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1.2.

JIHK Mukpoapeii 3a reTekums Ha npoMeHn B 6pos xonust (copy number changes) npu pasnu4Hy 3a60/ABaHUS C
MUHHMAJIHH TEXHUYECKH XapaKTePUCTHKH:

- THK muxpoappeii ¢ no 4 mpobu Ha cnaiix ¢ ¢opmar 4x180 K

- Jla noKpHBa U ¢ B ChOTBETCTBHE C MEMKIyHAPOJHHTE CTAHAAPTH HA KOHCOPIMYMA 33 LIUTOTEHOMHBH aper
(ISCA)

- JTa noxpupa cnenunte 3abonssanus: 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 syndrome (21922)

om.
- diGeorge 1 (22q11);Williams-Beuren (7q11.23);Retts (Xq28);Miller-Dicker (17p13.3);X-linked mental
retardation (Xp21)
- 3a BCcAKaA CHHAPOM CBbp3aHa afepalus Yuna pasioara ¢ MHOXKECTBO crieliHYHH COHAH 33 TOYHO OTYHTAHE
Ha CNV’s
- Ha paboru na npuHuuna Ha aCGH
- KpM unna e BmoueH Gesruiaten, cnenuduyen codrryep 3a 06paboTKa Ha aHaNM3a M JaBaHe Ha KpaiHus
ey 2350]  7050,00
13 IloxpusHu crpkia 3a JTHK mukpoapeit dopmar 4x. Jla 6paar 1 6poit B omakoBKa 4 [1a Ca CbBMECTHMH C on
" Ino3mumm 1.1 1 1.2 )
96 864,00
Kononxu 3a npeunctrane 3a JTHK Muxpoapeii 3a feTexkuns Ha npomenn B 6post komua (copy number changes)
IIPH pa3INIHH 3a60N9BaHUSA
- na Gbaar 24 Gpos B OmaKkoBKa
144 Ia paGoraT Ha Gazara Ha cedazexc o
- Iia BKIIoYBaT cebuparentu enpysexu — 24 6pos
- Ia ca CbBMECTHMH ¢ nosuuwm 1.1 1 1.2 270 810,00
Habop 3a 6enssane Ha JJHK Mukpoapeii 3a JETEKIMs Ha IIpoMeHu B 6pos xorua (copy number changes) npu
pa3nuuHu 3a6onaBaHus
- Na uMa 24 peaknuM B OITaKOBKa
- Aa ochlIecTBABa MO-0Bp30 Gens3ane B cpaBHEHHE C eH3UMHOTO Genszane
- Ia BKIIOYBA: NIPEYHCTBATENHY KONOHKM, KOMTO [IPEYHCTBAT Ha Ga3ara Ha cedaneKc, ChOMPaTEIHH ENPYBETKH,
1.5. on.
6arpuia ( Cy3 u CyS ), HyKI€OTHAEH MHKC, IpaiiMepH, CH3UM.
- fa cTaea 3a bengsane Ha 9nnoBe ¢ 60-MepHM ONUTOHYKIICOTHIHH COHIH
- OTEMM3HUpaH 3a pabora ¢ uunose, oraurau CNV —1a ¢ ronsmMa JOCTOBEPHOCT
- Aa e chBMeCTHM ¢ mo3uumu 1.1 1 1.2
2462 7386,00
XnbpunusaumoneH 6ydep e
-Aa Gbae JOCTaThueH 3a MEHHMYM 25 MEKPOapeMHH CThIJIA ¢ 110 4 pobu Ha cain e Py
1.6.]- 1;::S ca CbBMECTUMH ¢ no3uumu 1.1 1 1.2 om. <£447?,. -
- 1 6poit B omakoBka o
1047 1047,08;

A
\
oFad \Y
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1.7.

Mueuwy 6ydep 1 u Muem 6ydep 2 3a aCGH/ChiP-on-ChiP 2x111 B onakoBka

om.

810

810,00

1.8.

Yosemka COT JHK (250ul) 1mg/ml B onaxoska

(018

410

410,00

1.9.

Pedepenrra mexka JTHK , Mmunumyu 3a 100 peakiiun B orakoBKa

OIl.

570

570,00

1.10.

Pedepentra xencka JIHK , murumym 3a 100 peakuun B onakoBka

OIl.

570

570,00

OBIIO 3A OBOCOBEHA TO3HINMUA Nel:

31487,00

2.

PeakTHBYH B KOHCYMATHRH 38 H30AHPaHe B cexpenupane By THK

2.1

Kur 3a nzonapane na J{HK or yorexmxa xpes ¢ 06eM 1o 10 mur., moaxoasny 3a Chemagic MSM I-12 Rod Head,
BpeMe 3a H3onupane no 60mun., 106us 150 - 300 Mmxr JHK, 3a 250 npobu B onaxkoska

OIL.

2.2.

Cranpnapt 3a pasmep -LIZ 500, 3a onpenesane na JIHK ¢parments ¢ apmkuHa 35-500bp, coabpxa 16 Gena3anu
¢ LIZ ennoseprwxsu THK hparmeHTH, HOAXOAAM 32 aHa/IM3 HA MEKPOCATENMTH U 1pyry, 800 peakuus B
OMNaKOBKa

oI1.

2.3.

KuT 32 BHCOKO TyBCTBHTEIHO KONHYECTBEHO H3MepBaHe Ha BoiiHoBepikaa JJHK, BHCOKO CENeKTHREH 3a
asoiino-pepmwkaa JJHK (dsDNA) Hap PHK u TodeH 3a navanuu koHuentpauunu or 10 pg/uL go 100 ng/ulL; ¢
konugectsed o6xsar- 0.2-100 ng. Kurst na Bxmoura dSDNA HS pearent, HS 6ydep, HS crannapt #1 u

dsDNA HS craugapr #2 8 TE 6ydep. [{a e coBmecTrM ¢ Qubit® 1.0, Qubit® 2.0 u Qubit® 3.0. 100 p-ux B
ONTaKOBKA

OIl.

24.

Kat 3a usmMepBane KOHIEHTpaUMATa Ha Npobu ¢ HEcKY koHuenTanuu Ha PHK cramectum 3a pabora ¢ Qubit
¢$ayopomersp. [la no3poisiea u3MepBaHe Ha MpoGn cbe coabpxanue Ha PHK ot 250 pg/pL. no 100 ng/ul. Ma
MO3BOJIIBA M3MepBaHe ¢ o6xBar- 5-100 ng. OnaxoBka goctaTs4Ha 3a 100 p-uM B onaKoBka

o,

2.5.

Enpygerxu 3a Qubit® Fluorometer ¢ ThHKH CTeHH, nonunponuienosy ¢ obem 0,5 mn., 500 6pos B onakoska

orn.

2.6.

Kur 3a JTHK cexBennpane Ha PCR nponykrs, exsosepikia JIHK, 6akrepuanua reHomua JHK u npyru na
6azara Ha GenAsaHu ¢ uyopecncHTHA Garpuia IHAC30KCHHYKICOTHNM, ChABPKAHAEC: NOTOB PEAKUMOHEH MUKC
ot TepMocTabunna nonuMepasa H ANTPs/ddNTPs B croTHOLIEHHE ONITHMU3HPAHO 3a weTeHe Ha Jtbira PCR
npoxyxTu(>500bp); JJHK Matpu1ia; mpaliMep 3a KOHTPOJ Ha CEKBEHUMOHHATA PEaKLHs ¥ 5X CEKBEHIIHOHEH
6ydep. Kurst na 6se noaxonsin 3a de novo u pecexpeHupane, ontumusupa 3a AT u CG Goratu peruonu,

XUMHS CBBMECTHMA CB¢ codTyespa v KamGpauMOHHATE NPOTOKOIH Ha cekBeHaTop AB3130xl, 100 p-uu B
ONaKoBKa

OIl.

2.7.

5x Sequencing Buffer, onTimusupas 3a uanonzeare ¢ kurt 3a JIHK cexsennpane ua cexpenarop AB3130xl, 1 mn
B OTIAKOBKa

OIl.

2.8.

Brcoko neitonnsupan popmamma, HI-DI 3a npurorssiHe Ha npoGuTe NpeaH eNeKTPOKHHETUUHOTO UM
HEDKEKTMpaHe B KalWIsApHH enekTpodopesnn cucremu kato AB3130x1, 25 M B onakoska

o1l.
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2.9.|Peaxunonen Gydep-10x 3a nporuuane Ha erexrpodopesa Ha cexksenarop AB3130xl1, 500 mi B onakosxa on. 1
2.10 [lonumep 3a kanungpHa enexTpodopesa Ha AB3130x1 (POP7), noaxoasin KakTo 3a CEKBEeHI{HOHEH, TaKa 1 3a on 4
© ' IdparmenTen ananus, 3a KANWIAPH ¢ ALDKKHA 36 1 S0cM - 3.5 MII. B OlIAKOBKa '
211 Kanunapu koMiuiekt ot 16 6pos ¢ nemxuaa 36 oM. 3a AB3130x], moaxonainm 3a cexseHupane u dparMeHTeH on 2
" '|ananus, pasmepu 47cm x 50um i.d., 1 6poit B onakoska )
OBIIO 3A OBOCOBEHA NNO3WIUA Ne2: X X X
3.{Peaxrinn 33 PCR u MLPA ; .
31 Hab6op or 400 nopsuKoBH NpaiiMepH 3a GparmMenTeH aHaIN3 M AMpPeKTHO cekBennpare Ha JIHK, 6e3 HHPL.C 1
" '|npeancreane, 20 nmol scale, cpemro no 25 6a3n qpDKHHA Ha upaiMepa, 1 HaGop B onakoBka on-
32 KuT 3a reHeTHYeH aHANH3 33 HAJIMYME HA FOJIEMH FEHOMHH JENelHH ¥ NYIUIMKaKH- GpParMenTeH aHAIH3 upes on 2
““IMLPA xuroBe,chaBpkaln BCHUKH PEAKTHBY 32 MOATOTOBKA HA MPOGHTE H CIICIM(HTCH MUKC OT COHIM 32 I'eH )
1o M360p, 33 aHanM3 Ha 100 npobu 1 creunpuyeH MUKC 3a aHaIu3 Ha rpobute 3a 100 peakuuy B ONAKOBKA
Enaum Exonuclease I, kaTamH3upaina npeMaxBaHeTo Ha HyKI€OTHAH B Iocoka 3'— 5, 3a npeuncreane Ha PCR
33. om. 3
npoAyKTuTe ot npaiiMepu, 3000 U/ 150 ul, 300 peakunu B onakoBka
Eusam Shrimp Alkaline Phosphatase (rSAP), karanusupaw aedochopumpanero na 5 u 3” kpammara na JJHK
341 PHK ¢ocdomonoectTepure, xuaponusuparn pu6o-, a Taka chlio Ae0KCHpHGOHYKIIe031 Tprocharure, ol 2
" | namsHO HeOGPATHMO HHAKTHBHpALL CE TPH HEKY6anua Ha 65°C 32 5 Mun, 500 U/ 500 pl, 500 peakumu B
ONaKOBKa
OBMIO 3A OBOCOBEHA NNO3HITUA Na3: X ~t 4 X
Jlara: 02.07.2019 r. UME U DA ; N

EJIMIA PYCKOBA
1583 or 10.05.2019 r., 3aBepeno

ITeneoMonmuk Ha: Kamennsa Tpennadunosa [ankosa Mznennurenen mupextop u Ilpencenaren na CJ1 na Axsaxum AJl, .
,sn’aﬁgic,g %ﬁod CPC, per. Ne 444 na Horap. Kamapa

ot Henu Kapakamena, noMOIHAK — HOTapHyC N0 3amecTBaue npn Bans Kapacaxosa - Tonue

[1] JokyMeHTBT Ce NOANKMCRA OT 3aKOHHMA MPEACTABUTEN WM OT YIIBIHOMOLIEHO JHLIE. e



