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YBAXAEMH, ITPO®. 3JIATKOB,

B otropop Ha Iloxana 3a nasapHd KoHcyntauud, Bam Msx. Ne 2652/27.06.2019r.,
npejocraBaMe Ha Bawero BHumanne [Ipunoxerne Ne2 ¢ npeaiokeHHETO Ha yNpaBIABaHOTO OT MEH
apyxectso “ITu Keii Caitsrrnduk” EOOJI ¢ MHANKaTUBHH LIEHH N0 apTUKYJIH H 060C06€eHH MO3HLMK
3a OlIPEACIIAHE HA NPOrHO3HA CTOMNHOCT.
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Tpunoxenue No2

NPEJJIOXKEHHE C HHINKATHBHH IIEHH 11O APTHKYJIX M OBOCOBEHM INO3UIHHA

Hacrosmero Ipennoxenne ¢ HHAHKATHBHH liekH ¢ noaazeno ot "IIH KEA CAWBHTHO®HK" EOO/L /nocousa ce HANMEHOBAHHETO HA MOAAIHR

# noanncano ot EMun Mapun4es /ase HMeHa/ B KAYECTBOTO My Ha YnpaBHTeJ /ATbKHOCT/

Ne
06.mo3./
APTHKY

P |

HaumeHoBanue /aprHKyan/

mspKa

KOJIH4Y€eCTBO

eA.LeHa
/nB./

ofma cr-cT
6e3 JAC
/nsJ

1.

PeaAKTHBH H KOHCYMATHBH 38 MHKPOYHIIOB AHAJIH3

1.

—

-|(Xq28);Hemophilia A (Xq28);Downs syndrome (21q22); diGeorge 1 (22q11); Williams-Beuren (7q11.23); Retts

JTHK muxpoapeii 3a JeTexuua Ha npoMeHH B 6pos konus (copy number changes) npu pasnuunnu 3abonasaHus ¢
MHMHHAMAJTHH TEXHUYECKH XaPAKTEPHCTHKH:

-JTHK Mukpoappeii ¢ no 4 npobu Ha cnaiin ¢ popMar 4x44 K

-JTa noxpuBa u /13 € B ChOTBETCTBHE ¢ MEXAYHAPOAHHTE CTAKAAPTH Ha KOHCOPLMYMA 38 LIHTOTCHOMHH apeq
(ISCA)

-Jla noxpuBa caeanure 3aGonsaBanus: Angelman / Prader Willi (15q11);AZFa region (Yq11.2);Beckwith-
Wiedemann (11p15); Creatine deficiency / X-linked mental retardation (16p11);Dandy-Walker (3q24);Fragile X

(Xq28);Miller-Dieker (17p13.3); X-linked mental retardation (Xp21);

-3a BcsiKa CHHAPOM CBBp3aHa abepauHs YHNa pasnonara ¢ MHOXKECTBO ClEIH(HYHH COHIH 33 TOYHO OTYHTAHE
#a CNV’s. PaGortu na npuanuna va aCGH

-KeMm unna aa e BkmoveHn Geannaren, cneundmnueH codryep 3a o6paborka Ha aHanN3a M JaBane Ha KpaHHA
|pesysrrat

-1 cnafin B onakoBka

on.
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JHK muxpoapeii 3a nerexuma Ha npoMenu B 6pos konus (copy number changes) npu pasnuynu 3aGonaBaHuns ¢
MHHHMATHA TEXHHYECKH XapaKTEPHCTHKH:

- JTHK mukpoappeii ¢ no 4 npoGu ua cnaiin ¢ popmar 4x180 K

- J{a IOKpHMBA U € B CBOTBETCTBHE C MEXAYHAPOJHHTE CTAHAAPTH HA KOHCOPLIMYMA 3a IIMTOreHOMHH apeH
(ISCA)

- Jla nokpusa cnepuure 3a6onapanus: Angelman / Prader Willi (15q11);AZFa region (Yq11.2);Beckwith-
Wiedemann (11p15);Creatine deficiency / X-linked mental retardation (16p11);Dandy-Walker (3q24);Fragile X

1.2./{Xq28);Hemophilia A (Xq28);Downs syndrome (21q22) on.
- diGeorge 1 (22q11); Williams-Beuren (7q11.23);Retts (Xq28);Miller-Dieker (17p13.3);X-linked mental
retardation (Xp21)
- 3a BcAka CHHAPOM CBBbp3aHa abepauus uuna pasnonara C MHOXKECTBO CHELM(HUHH COHAM 3a TOYHO OTYHTAHE
Ha CNV’s
- Jla paborn Ha npuHmna Ha aCGH
- KM ynna e Bkmouen GesmwiareH, cneuuduueH codryep 3a 06paGoTka Ha aHaNK3a U AaBaHe Ha KpaliHus
pesynTar
13 Tloxpusnu crbiia 3a JIHK mukpoapeit popmar 4x. Jla 6saat 1 6poii B onakoBka i 1a ca CBBMECTHMH C -
“Inosuumu 1.1 m 1.2 ’
Kononku 3a npeusicrane 3a JIHK Mukpoapeii 3a nerexuns Ha npomenu B 6pos konua (copy number changes)
TpH pa3nnaHy 3abonsBanus
14|22 6naat 24 6pos B onakoBKa on
“"'|- na paGorsar Ha Ga3ara Ha cedanexc )
- a BKJIIOYBAT CHOMparenHu enpyseku — 24 6pos
- a ¢a ChBMECTHMH C no3uumu 1.1 n1.2
Habop 3a bens3ane Ha JJHK MHKpOapeH 3a ACTEKLUHA Ha NPOMEHH B DPOs KONKA (COpy number changes) mpH
paxnuyHH 3a6onaBanus
- 1a HMa 24 peaKkuHH B ONakoBKa
- Aa ocbulecTBABA NO-6Bp30 Oenszane B CpaBHEHHE C EH3HMHOTO Oensizane
5 |- 22 RiTiOURA: MpEUMCTBATENHH KONOHKH, KOHTO MPEUHCTRAT HA 6asaTa Ha ceanexc, CEOMpaTeNHK enpyBeTKH, on
“|6arpuna ( Cy3 u Cy5 ), HykneoTuaes MUKC, npaiiMepy, CH3UM. )
- na craBa 3a Genssane Ha yunose ¢ 60-MepHH ONMHTOHYKICOTURHH COHAH
- ONTHMH3HKPaH 3a pabora ¢ yunose, oruntamy CNV —1a ¢ ronsama A0CTOBEPHOCT
- ha e chBMeCTHM C no3uinm 1.1 1.2
Xubpuauzanuonen 6ydep
-ia Obae AocTaTHYEH 32 MUHUMYM 25 MHKPOApEHHH CTHKIIA ¢ N0 4 npoOH Ha chaiin
1.6.]- na ca ceBMecTHMH ¢ mo3uuwH 1.1 n1.2 om.
- 1 Gpoli B omakoBka
1.7.{Muewm Gydep 1 n muem 6ydep 2 3a aCGH/ChiP-on-ChiP 2x1x B onakoBka on.
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1.8.

Yopemxa COT HK (250pul) 1mg/ml 8 onakoska

omn.

1.9.

Pedepenta mbxkka JTHK , MuHHMYM 32 100 peakuun B onakoBka

or.

1.10.

PedepentHa xencka JTHK , munimys 3a 100 peakumu B onakoBka

orn.

OBIO 3A OBOCOBEHA HO3HIIHA Nel:

X

2.

PéaKTHBH H KOHCYMATHBH 33 H3oaHpane u cekBeynpane na THK

2.1

Kur 3a usonupane Ha JTHK or voreinka xpsB ¢ o6em Ao 10 mMn., moaxonsiy 3a Chemagtc MSM I -12 Rod Head,

‘|Bpeme 3a usonupaHe g0 60Mut., nobus 150 - 300 mxr JTHK, 3a 250 npobu B onakoBka

10 684,50

10 684,50

22.

Craunpnapr 3a pa3mep -LIZ 500, 3a onpenenste Ha JTHK ¢pparmentu ¢ apiokuna 35-500bp, coappixa 16 Genasanu
¢ LIZ exnoeepiwknn JHK dparmMeHTH, nOmXo/AlL 32 aHANN3 Ha MEKPOCATENHTH 1 ApyrH, 800 peakumn B
OnaKoBKa

oIl.

118428

1184,28

23.

KHT 32 BHCOKO YYBCTBHTEJIHO KONMUYECTBEHO H3MepRaHe Ha JrolinoseprxHa JIHK, BHCOKO CeIEKTHBEH 32
agofino-sepixHa JTHK (dsDNA) nan PHK 1 ToueH 3a HaqaiHH KOHUEHTpauH ot 10 pg/uL no 100 ng/pL; ¢
KoHyecTBeH 06xBar- 0.2-100 ng. Kurst na Bkmousa dsDNA HS peareut, HS 6ydep, HS crangapr #1 1
dsDNA HS cranaapt #2 8 TE Gydep. a e cpemectm ¢ Qubit® 1.0, Qubit® 2.0 u Qubit® 3.0. 100 p-uu B
OMaKOBKa

(V18

357,20

714,40

24.

KHuT 33 H3MepBaHe KOHUEHTPaUMATA Ha NpPoOH ¢ Hucku KoHueHTauun Ha PHK cnBmecTnm 3a paGota ¢ Qubit
dayopomersp. Jla nozsosssa H3MepBaHe Ha npodu cue cpabpxkanne Ha PHK ot 250 pg/uL xo 100 ng/pL la
MO3BO/IsBa H3MepBaHe ¢ 00xBaT- 5-100 ng. OnakoBka pocraTsyHa 3a 100 p-un B onakoska

om.

355,90

711,80

2.5.

Enpyserku 3a Qubit® Fluorometer ¢ ThHKH CTEHH, NONMNpONIeHOBHU ¢ 06em 0,5 mu., 500 Gpos B onakoBka

on.

284,22

284,22

2.6.

Kur 3a THK cexpennpate Ha PCR npoxykth, entosepnxsa JIHK, 6akrepuanna renomna JJTHK u apyru va
6asara Ha Gensasauu ¢ QuryopecueHTHH 6arpuna IHIE30KCHHYKNCOTHIH, CHABPKAHUE; FOTOB PEAKIHOHEH MHKC
or TepmocTabunua nomimepasa 1 ANTPs/ddNTPs B croTHOIIEHHE ONTHMH3HPAHO 32 YeTeHe Ha auarH PCR
npoayxtu(>500bp); JHK matpuua; npaiimep 3a KOHTPOJ Ha CeKBEHIIHOHHATA PEakius ¥ SX CeKBEHLHOHEH
6ydep. Kutst na 6nae noaxozsus 3a de novo 1 pecekeeHupane, onTHMH3upaH 3a AT u CG Gorath persoHu,
XHMHS ChbBMECTHMa Cbe codTyebpa H kKannOpauHOHHHTE NPOTOKOH Ha cekeHaTop AB3130xl1, 100 p-uu B
OnaKoBKa

Ol

2 300,10

4 600,20

2.7.

5x Sequencing Buffer, onrnmu3upan 3a usnomsane ¢ kut 3a JIHK cexsennpane Ha ceksenarop AB3130x1, 1 Mn
B ONaKOBKA

o1l

105,72

422,38
/

2.8.

Bucoxko aefionusupan gopmamua, HI-DI 3a npurorssie Ha POGHTE NPeaH ENEKTPOKHHETHYHOTO HM
HHXXCKTHPaHe B KallWIAPHH enexTpopopestu cucremu kato AB3130xl, 25 mn B onakoska

on.

88,92

29.

Peakuuonen Oydep-10x 3a npotuuane Ha enektpodopesa Ha cexpeHaTtop AB3130xl, 500 M B onmakoBka

on.

522,72

[ 522,72

2.10.

Tonumep 3a kanwispHa enextpodopesa Ha AB3130x1 (POP7), nonxonsi kakTo 3a CEKBEHUHOHEH, TAKa H 32
(parMeHTEH aHaNK3, 33 KAWWIAPH ¢ AbmkuHa 36 n 50cM - 3.5 Ma. B onakoBka

of.

550,26

2 201,0:
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IMoxgnuc w nevar [1):

[1] HoKkyMeHTET ce NOANKCBa OT 3aKOHHKA NPEACTABHTEN UIH OT YITIHOMOLUECHO JIHLE.

211 Kanunsapu xommnexr or 16 6pox. ¢ awnxuKa 36 oM. 3a AB3130x1, noaxonauy 3a cexpenupate H GparMeHTeH - 2 260196 | 520392
aHanu3, pasmepn 47cm x S0um i.d., 1 6poti B onakoBka
OBI1LO 3A OBOCOGEHA HO3HIIMS No2: X X X 26 707,80
- 3.|Peaxrunu 3a PCR 1 MLPA - o ' i e )
3L HaGop ot 400 MOPBUKOBK NpaAMEDH 3a (DPATMCHTCH aHAIH3 H ANPEKTHO CekBeHnpane na JTHK, 6e3 HPLC i
*"*|npeuncrrane, 20 nmol scale, cpeHo no 25 Gasu ABKHHA Ha npaiiMepa, 1 HaGop B ONAKOBKA Ot
32 KuT 3a reHeTH%eH aHAIM3 38 HANMYHE HA FOJICMH N'eHOMHH JCNELHH H AYTUIHKAIHH- PparMEHTEH aHaNH3 4pe3 2
"IMLPA xHTOBE,CHABPKAL] BCHYKH PEAKTHBH 33 NOATOTOBKA HA NpobuTe H crielinPHIECH MHKC OT COHJ/IH 32 reH on.
no u3Gop, 3a anann3 Ha 100 npobu U cneuuduuen MUKC 3a aHanus Ha npobure 3a 100 peakuun B ONaKoBKa
313 Eusnm Exonuclease I, karanusupaina npeMaxBaHeTo Ha HYKIICOTHAH B MOcoka 3'— 5, 3a npeuncrsane Ha PCR ont 3
" |npomyxrrme ot mpaiiMepn, 3000 U/ 150 ul, 300 peakuunu B onakoBKa ’
Enznm Shrimp Alkaline Phosphatase (rSAP), karanu3upaw aedochopunupanero na 5 u 3° kpanmara na JIHK
3.4.% PHK ¢ocdomonoectepute, xunponusupail, pubo-, & Taka Cbilo AeokcHpubonykneosna tpudocdarure, on 2
" |vamnuo HeoOpaTHMO HHAKTHBUpALL Ce MIPH MHKyGauwus Ha 65°C 3a 5 mun, 500 U/ 500 pl, 500 peakuuu B )
ONaKkoBKa
OBIUO 3A OBOCOBEHA NO3HIINA Ne3: X X X
Hara: 02.07.2019 . HME U PAMWIINA: EMUJT




