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Texnuqecxa cneqn$uxaquc

Ilpuroxenue Nel

Ns

o6.nos./
aprl|rryn

urpra/ronuqecf,Bo

Haruenoran ne I ayrnrcy m I

5 on.1.1.

SIK urrpoapefi sa Aererqru Ha rrpoMeurr n 6por Korr, (copy number changes) rlpu pa3[[qnr ga6oassaHlr, c MrrHrrMaJrHn

-ruIK rr.ruxpoappefi c no 4 npo6u ua caafig c Qopuar 4x44K
-/[a norpunat Aa e B cborBercf,Bue c Mor(,qrrrapoAx[re crauAapm Ha Koucoprttrrya 3a rIHmneHoMHr aper (ISCA)
-,{a norpuna crreAHrre ga6onsBaHur: Angelman / Prader Willi (l5ql l);AZFa reglon (Yql1.2);Beckwith-Wiedemann (1lpl5);
Creatine deficiency / X-linked mental retardation (16p1l);Dandy-Walker (3q,24);Frugle X (Xq28);Hemophilia A (Xq28);Downs
syndrome (21q22); diGeorge I (22qll);Williams-Beuren (7q11.23); Retts (Xq28);Miller-Dieker (17p13.3); XJinked mental

retardation (Xp2l);
-3a scf,Ka crrnApoM cB6p3axa a6epauur qflna pa3floJrara c MHoxecrBo cneqnQuux[ corrAn 3a rorrHo orrrfiraHe sa CNV's. Pa6om na

-Ktu quna,qa e Brorrcqen 6esnrareu, cnequ$uuen corfryep sa o6pa6orra Ha aHaJru3a r{ AaBaHe na rpafinur pei}ynrar
-l crafi,q B orraxoBKa

xapar(TepucTlIKll:

ua aCGH



Pege2 ol4

ffiK unxpoapefi sa Aerexqru Ha rrpoMern r 6por xonur (copy number changes) npx paennuuu sa6oJrrmHur c MuHuMaJrHrr

TexH[rrecx[ xaparlE[[rcTllxll:
- {tIK unxpoappefi c no 4 npo6x na caafig c i[opvar 4x180 K
- ,I[a norpraa n e r cborBercrBr{e c MexayHapo.qHnre craHlapm Ha xoHcopqlyMa 3a rumreuoMHr.r ape (ISCA)
- ,{a norprna cne4nnre sa6omnaxnr: Angelman / Prader Willi (l5ql I );AZFa region (Yql I .2);Beckwith-Wiedemann
(1 I pl S);CIeatine deficiency / X-li*ed mental retardation (l6pl I );Dandy-Walker (3q24);Fragile X (Xq28);Hemophilia A
(Xq28);Downs syndrome Ql q22)
- diGeorge I (22q1l);Williams-Beuen (7ql1.23);Retts (Xq28);Miller-Dieker (17p13.3);XJi*ed mental rctardation (Xp2l)
- 3a ncrxa cuugpou cBbp3ana a6epaqx, r rta pa3rroJrara c MuoxocrBo cleqtrQx'ur ooHA[ 3a mqHo srs[raue Ha CNV'S
- l[a pa6oru ua npnsqrna na aCGH
- I(tru qnna e srJtrouen 6elnnarex, cneqlr$rueu corfryep 3a o6pa6orxa Ea anamr3a u AaBaBe Ea rpa Hrl, pe]yrrar
- l caafig n onaronra

3 on.

Iloxpxrnr cIrxla ra ,Q{K vrxpoape r$prrrar 4x. ,{a 6tgar I 6pofi r onaroBxa r Aa ca caBMocrnMr c rt<xrullrrt 1.1 rt 1.2

I(oaouxr m npewcraaxe sa ,[IK rtrurpoapefi sa aercrflur ua npoveuu n 6por xonur (copy number changgs) npri pa3nuqmr

3A60n mHIr,
- ,qs 6b,[ar 24 6pos B onaroBrs
- Aa pa6olxr Ha 6a3ara ua cer[aAexc
- A8 BxJrrcqBar cb6uparelux enplmew - 24 6po,
- Aa ca cbBMocrlrMn c nosuqxr l.l u 1.2

Ha6op sa 6earsaHe Ira IEIK Mnxpoapefi ea gerexqnr na npoueur n 6por ronur (copy number changes) nprt pa3nnqHn

3a6on BaH[,
- 4a rua 24 peaxq[rr B orraxoBr(a

- Aa ocbrqecrBrBa no-6rpso 6earsane E cpaBHeHHe c eH3HMHom 6errr3aHe
- Aa BrJt()qBa: npeq[crBarenH[ KoJroEKR, xollm IlpeqlrcrBar Ha 6a3ara Ha cerhaerc, cr6nparenH]r enpyBerKn, oalpuna ( C]3 lr Cy5

), ryxreonrAen uuxc, npafiuepx, eusuu.
- ga crana sa 6elrsaue Ha qulroBe c 50-uqrux onlrroryrcteomAHx oorrAu
- onrlMu3xpax 3a pa6ora c r rroBg mqxrarur CNV --{a c ron Ma .qocmBepHocr
- A8 e crBMocruM c rr<xlrqtrfi l.l n 1.2

3 on.

I on.

-Aa 6aAe A(rramuen ra uunrrr5nr 25 urrpoapetxn cmxna c no 4 [po6n Ba cnaf,A
- Aa ca clBMecrrMn c nosuqun I .l n I .2
-l6pofrnonaxorxa

6vOep

1.2.

1.3.

1.4.

1.5.

9 on.

3 on.
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1.7 6y0ep I u uueul6y0ep 2gaaCGWChiP-on-ChiP 2xlr s orraxoBxa I on.

I COT .[IK (250p1) lmg/ml B oraxoBKa I on.

MaxKa ruIK , MrrHrrMyM sa 100 pearulnrr B onaxoBKa I on.

l.l xeHcKa rry{K, M}rrr[MyM ga 100 pearrlrfi B ortaroBKa I on.

2.1
sa llsonrrpaHe ua rE{K or rroBeruxa rcp6B c o6eu .qo l0 un., rroAxoArrrl sa Chemagic MSM I -12 Rod Head, npeue 3a rmonrrpaHe I on.

60unH.,.qo6un 150 - 300 urr SIK, ga250 npo6u B oraKoBKa

3a pa3Mep -LlZ500, sa orpeAen ue ua,ffiK rlparrraeutt,t c ArJrxrrua 35-500bp, ctArpxa 16 6e:lugalan cLlZ
2.2. ,sIK SparueHT[, no.qxoArrrl3a aHaJr[r3 Ha M[Kpocarennrrr u ,qpym, 800 pearqurr B orraxoBxa I on.

3a Brrcoro q5rBcrllrrenHo KoJrlrqecrBeno u3MepBaue Ha 4nofiuonepxxua,ffiK, Brrcoxo ceJrexrrrBeH ga Anofino-nepuxna,ffiK

2.3
uaa PHK r rotreH 3a HarraJrHu KoHrlexrpaquu m l0 pd[ ao 100 nghL; c KorrrrecrBen o6xnar- 0.2-100 ng. Kumr ga

dsDNA HS pearenr, HS 6yr[ep, HS cmH.qapr #1 u dsDNA HS cran4apr #2 sTE 6y0ep. ,{a e crnruecrnM c Qubit@ 1.0,
2 ol.

2.0n 3.0. 100 B OIIAKOBKA

3a rr3MepBaue KoullenrpaqrafrTana npo6r c Hlrcrn roHueurarlrn ua PHK csBMecruM sa pa6ma c Qubit r[ryoporr,tertp. ,{g
2.4. IBMepBaHe na npo6n crc cl,qppxaure Ha PHK m 250 pgltlL no 100 nglpL ,[a nosnoruBa rBMepBaHe c o6xnar- 5-100 2on.

OnaxosKa Aocrarbrrua sa 100 p-lrrr B onaxoBra

2.5. sa Qubit@ Fluorometer c r6HKn creHr, ronilrpomrJreuoBrr c o6eu 0,5 ul., 500 6pon B o[aroBra I on.

sa.ffiK cexBeHllpaue ua PCR npo.qyKrrr, eArroBepnxHa ffiK, 6amepuamra reHoMHa rEIK u Apym xa 6asara na 6erssaur c
6arpula,q[.qc,:]orcr{HyKJreornAr.r, cbArpxaune: noroB peaxrlrroHeH MrrKc or repuocra6rJrua noJruMepa3a n

2.6. dNTPs/ddNTPs n crmsorreHne onrrrMrr3rpaHo sa qereHe Ha AaJrm PCR npo4rrrn(>500bp); .ffiK uarpuua; upafirraep 3a KoHrpon 2 on.
ceKBeHrlrroHHara peaKrlusla5x ceKBeHrlnoneu 6y$ep. Kurrr,qa 6r.qe rlo1xo,qrrr1 ga de novo l,r peceKBeHr{paHe, o[ruMrrsrrpaH 3a

AT u CG 6oraru peflronu, xuMr{fl cbBMecr[Ma crc cofrryerpa u ranu6parluouu[Te rrporoxonrr Ha cexBeuarop AB3130xl, 100 p-nn
B OTIAKOBKA

2.7. 5x Sequencing Buffer, orrrrrMr{3rrpaH sa r3roJrsBaHe c Krr 3a ,EIK cexseHnpaHe Ha cexBeHarop AB3l 30x1, I ur n olaxoBra 4 on.

2.8.
Bucoxo gefiouusupaH Qoprr,rarrru4, HI-DI 3a rrp[rorBf,He ua upo6xrc [peAr{ errexrpoxrruer[quoro uM r{HxeroupaHe B Ka[[nrpHrr
elerrpor[ope3Hrr crrcreMu Karo AB3l30xl, 25 un B oraxoBKa

2 on.
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2.9. Pearqnouen 6y[ep-10x 3a nporurrane Ha enercrpoQopea Ha cexBeHarop AB3l30xl, 500 ur B oraxoBKa I on.

2.10.
llomruep 3a ra[nJrrpHa ererrporfupea Ha AB3l30xl (POP7), no1xo.qfirl KaKTo sa ceKBeHunoHeH, TaKa u sa QparueHreu aHaJM3,

3a Karrrnrprr c Arnxrrna 36 n 50cu - 3.5 ul. B orraKoBKa
4 on.

2.11.
Kannnxpu KoMrrJrercr m 16 6por c ALJrxrrHa 36 cr,r. ga AB3l30xl, rrogxoA.rrqtr 3a cerBeHr.rpaHe n SparueuteH aHaJIIr3, pa3Meplr

7cm x B OIIAKOBKA

3.1.
Ha6op m 400 roprqroBr npafiuepu sa aHaJrrr3 rl A[per(rHo cexBeHrrpane na,SIK,6es HPLC [peq[crBaHe,20 nmol

no 25 6agu AEJDKHHa Ha B ONAKOBI(A

I

I

2 ol.

I on.

3.2.

Kur sa neHer[qen aHaJM3 3a HaJrrlrrue Ha noJreMr{ neHoMHrr Aeneqrur rl.qmnuKarluu- t[parueHreH aHaJII{3 rpes MLPA
rcrroBe,caArpxarq Bcrrqx[ pearffrrBrr sa flogroroBra xa npo6ure n cnequQxueH MrrKc o,r coHAH ga neH no ns6op, sa aHaJIrB sa 100

nDo6u n cneundu.reH Mrrxc gaamartus na noo6ute sa 100 Deaxurrrl B o[aKoBKa

2 ol.

3.3.
Exgulrl Exonuclease I, xaramoxparqa [peMaxBauero Ha nyrnoornArr B rrocoxa 3'-- 5,3a npeqrrcrBaHe Ha PCR npo.qrrrrre or
npafiuepu. 3000 U/ 150 ul. 300 pearuuu B orrar(oBxa

3 on.

3.4.
Eusun Shrimp Alkaline Phosphatase (rSAP), Kararrrrsrrparq AeQocQoprJmpaHero sa 5' n 3' xpauqara ua,EIK u PHK
t[octfuuonoecrepflTe, xuApoJrn3rpaul pu6o-, a rara cE[Io Aeorcupn6onyrneosu.u rpuifucQarure, Harrf,JrHo ueo6parnuo
IrHaKTIrBHperq ce rpr uxxy6aqur na 65oC 3a 5 uun, 500 U/ 500 pl, 500 pearqur B orraxoBl(a

2 on.


