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Texxuqecra cneqnSnraqnr

llpunoxexue Nel

Ns

o6.nos./
apflrrryn

Hanuexonan te I aprnry wtl

urpxa/xolruecrro lns.l6es

l.l

vrxpoapefi 3a Aerexq[, Ha rrpouexlr n 6por xomu (copy number changes) rrpll pa3JrmHrr 3a6onrBaHrr c MrrxrnraJrxn '

.{a noxprna }I Aa e B cborB€Tsrtsrre c uex(AfirapoArilrre craruaprrf, Ha KorcopqffyMa 3a nprrorerroMHrr apetr (ISCA)
rorplrBa crreAurrre sa6on BaHrr: Angelman / Prader Willi (15ql l);AZEarcgion (Yql1.2);Beckwith-Wiedemann (l lpl5);

deficiency / X-linked mental retardation (l6pl l);Dandy-Walker Qq2q;Fragtle X (Xq28);Hernophilia A (Xq28);Downs
(21q22); diGeorge I Q2qll);Williams-Beuren (7q11.23); Retts (Xq28);Miller-Dieker (17p13.3); X-linked mental

Bcrxa cIrHAIroM cBGp3aHa a6epa4rr rrnna pa3[orara c Mrroxecrro cneqnt[FrHrr coHAu 3a mrrxo orrrrrraHe ua CtIV's. Pa6mn

qtrna Aa e BxJIIoqeH 6esnnaren, cneqnQnuen cor[ryep ra o6pa6mxa Ha aHaJrr3a rr AaBarre na xpafinur p*yJrrar
1 cmfia B orraxoBKa

xaparTeprrcTrrxu:

unxpoappefr c no 4 npo6n na cnaftA c Qoprrrar 4x44K

Cxp2l);

rrprrHrlr[a xa aCGH

6 on. 31487



Peg.2 d 4

1.2.

t.3.

1.4.

1.5.

1.7.

IHK xrxpoapefi sa Aercxurrx Ha lpouexn r 6por ronnr (copy number changes) npn paurmur sa6onrBarrlr c MHH[MarrHrr

rexHlf|Ioclar xaparTep[cTxm:
- .EIK xnrpoappel c no 4 npoSn xa orafi,q c rDopr*ar 4x180 K
- .{g noxpnra n e r cf,orBercrDrre c Mex4mapoanrrre sraru3pm Ha xoxcopqx; a 3a 4trorcroxnrr aper (ISCA)
- .(p noxpma orepnnre sa6oruraxrr: Angelman / Prader Willi ( l5q I I )3AZFa rcgion (Yql 1.2);Beckwith-Wiedemann
(l I p l5);Crcatine deficienry / XJinked rnental retardation (l6pl I );Dandy-Walker (3q24)3Fragile X (Xq28);Hemophilia A
(Xq28);Downs syndrom e (21 q22)
- diGeorge I (22q1 I );Williams-Beuren (7ql1.23);Retts (Xq28);Miller-Dieker (17p13.3);XJinked mental retarddion (Xp2l )
- 3a rcrra cxnlpon crltpsaxo a6epaug qflna pa3rroJrara c xxoxecrro cneqntfuvx[ corrtrE 3a mqxo mqrrTaxe xa CNV's
- [a pa6om ua npxxrurna na aCGH
- Kllr qtma e srfloqex 6eyurrcx, cneqEr[nveu corfryep sa oSpa6orxa na asann3a x traBaue rra xpaf,Hltr pe3yJnar

- I craf,g r onarorro

3 on.

9 olt.

3 on.

3 on.

Iforpraxn crrxna sa .ffiK uxrpoapefi r[opvar 4x. fu 65g9r I 6pofi r onaxorxa r r! ca cbBuecrrrxn c noruqnx l.l n 1.2

Konoxrm sa nprrncrnaxe sa,[IK xxxpoapef, sa1crtq]rf, xa npouexx n 6por xomrr (copy number changes) npn panxunn
sa6ortBault,
-t Obasr% 6poa B orraroBxa
- aa pa6orrr xa 6assra Ha ceQqaexc

- ,qa nxrnovrar ctSnpdr€Jmn enpyBem -Vl6W
- JIa ca csBxocruxn c nogrunu l.l n 1.2

Ha6op sa 6erxsare Ha.UIK Mnxpoapefr sa lerenprr rm npouenn n 6por xonnr (copy number chenges) rtpu paruqrrrr
sa6onmanxr
- ,qg xua 24 pealogrl B onar(oBxa

- ,qa octqogrBrBa no-6tpeo 6emraxe B c?aBHeHEe c ex3xnxom 6enrsaxe
- .ua BEnoqBa: npeqf,crzaaglxr KoJroEKrr, Korrro np€qxcrBar xa 6arcra xa cer[agexc, crSnparenxn erpyrarnr, 6arprun ( C]3 r
Cy5 ), xyueorupn xrxc, npafrxepn, exsnx.
- .4a grara 3a 6erlrsarre Ha qrfrroBe c 60-xepnx onnroq/xneoflr.Ern coH.ur
- onrnr{m[parr sa pa6ora c vnnore, mrrrrauu CNV --m c rtlluMa,[ocr{rB€pnocr
- ,qa e cEBMecrrM c rlognu l,l rr 1.2

I

Xn6px,qrsd[roxeH 6y{ep
-A8 6f,Ae ,qocrsrbqeH 3a MrlHf,MyM 25 MrixpoapcllHn crbrna c no 4 npo6r Ha ontq
- aaGa crBx€crrfxrl c nognrglt l.l rr 1,2

- l6pof,nonaxonra
I on.

Mxeu 6y0ep I r xueu 6yrhp 2 sa aCGtVChiP-on{hiP 2xl;r g onaxorxa 1 on.
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l.E. I on.rloneura COTIUIK (250p1) lmg/ml B onaxoBra

1.9. PeQepermra urxxaffiK, MnHrrM)m sa 100 peaxqru B orraxoBxa I on.

1.10. PeifepenmraxexcxaffiK, MrrHrrMyM sa 100 peaxqrur B orratroBxa I on.

' 'Nt

2.1 I on.
Knr sa [rsonrpaHe na ffiK or rroBeuKa rcp68 c o6eu Ao I 0 ur., ro.e(oAxrq sa Chemagic MSM I - I 2 Rod Head, npeue ra
rrcoJrlrpaue go 60urn., Ao6ItB 150 - 300 uxr ,ffiK, sa250 npo6n B orraxoBra

2.2. 1 on.
Cmqgapr sa pmuep -LlZ 500, sa orrpeAerune sa,SIK rfpanrernr c .q1rrxrxa 35-500bp, sb.q6pxa 16 fiefissamn cLlZ
e.uloB€ptrxutr ffiK Qparuerrrtr, rro,e(oArq 3a axaJrrr3 rra MrrKpocare;rrrrrr rr Alryru, 800 pearcrnr B o[ar(oBKa

2.3.

Krrr sa Brrcoxo r4mcmrremro xoJrr[lrecrB€Ho rBMepBaHe xa grofrxorepnxxa,S{K, BrlcoKo celterffrlBeu sa ADotrHo-Bepuxxa ffiK
(dsDNA) xqA PHK r mqeH 3a rraqarrrrr KoHqerrrpaqrn m 10 pglpl. lo 100 nglpl.; c KoJrrrqecrBex o6xsat- 0.2-100 ng. Knrtr ga

BK,rK)qBa dsDNA HS pearenr, HS 6yr[ep, HS cmruapr #1 u dsDNA HS cranaapr #2 aTE 6y0ep. ,{a e crruecruu c Qubit{D 1.0,

Qubit@ 2.0 n Qubit@ 3.0. 100 p-rn B onar(oBKa

2on.

2.4. 2on.
Krm ga R3MepBaHe xoxrlerrrpaqrrrra xa npo6u c Hrrcrer Koxrlelrraqun na PHK sbBMecrtrM sa pa6o,ra c Qubit Qryopouemp. .{a
rro3BoJrrBa rmuepBarre na npo6n c6c crAtpxanne xa PHK m 250 pdpL ao 100 nglpl- ,{a noenoruna }BMepBaHe c o6xnat- 5-
100 ng. Ouaronxa.qosrarbqHa sa 100 p-urr B orraxoBxa

I on.2.5. Enpynerm sa QubittD Fluorometer c rbrrx[ crsuu, rrolrrrflpomrneHoBrr c o6err 0,5 ur., 500 6por r orraKoBxa

2.6.

Krr sa ffiK cermerilrpaHe xa PCR [po.e/rcrn, eAHoBep[xHa,ffiK, 6arrepxanxa rexouna,HK rr,qpym Ha 6asara na 6enrgaxu c

Qnyopecqerrnru 6arprura gugesoxcmryKrreornAn, cbArpxaH[e: noroB pearulnorreH Mrrxc o.r repuocra6rnna rIoJIIrMqra3a [r

dNTPs/ddNTPs B cborHomenre ornnir3rpauo 3a rrerexe Ha Arrrnr PCR nporyrcnr(>500bp); ,ffiK uanpuqa; npafiuep sa

xolnpon Ha cexBeHrltrorHara peaxr1trr u 5x cexBeHquoHex 6yt[ep. Klrrlr aa 6r.qe rroAxoAru sa de novo r pecexBeHupaue,

omrrMr{rlpaH ga AT x CG 6oranr penroHu, xrrMru cf,BMecrrrua clc coi[ryerpa n xaru6paquoHHrrre rrporoKonfi Ha celoeHarop
AB3l30xl, 100 p-uu B orraxoBra

2on.

2.7. 4 on.5x Sequencing Buffer, orrrnMlr3rrpau 3a [BrroJr3Barre c rlrr sa ffiK ceroeHnpaHe rra cexBexarop AB3l30xl, I ur s olal(oBKa

2.8.
Brcoxo 4ef,oxnsnpax $opuarrnA, HI-DI sa nprrnorBrHe ua npo6rrre rlpeAn enercrpoKrrHerffiHom rrM nxxeKrnpaue B xarrrurrpHl{
enerrpor[ope3rru clrcreMrr Kam AB3l30xl, 25 rrtns onaKoBr(a

2on.

2.9. Pearunonen 6y$ep-10x sa nporrrraHe Ha eneKrpoQopesa Ha cexBeuarop AB3l30xl, 500 ur B orraKoBxa

22804,4t

I on.
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2.
3a KaIruJIrpHa orerrporfope3a Ha AB3l30xl (POP7), no;p<olrrq Karro 3a cexnenr]uroxeH, raKa u sa i[paruernex

4 on.
3a Ka[rrJrrp[ c AIJDKIHa 36 x 50cu - 3.5 ul. B onaxoBxa

2.11.
KoMIUIerr m 16 6por c AtJrxrrHa 36 cu. sa AB3l30xl, no;p<oArqu 3a cexBenlpane n rfparuerrrsx aHaJrr{3, pa3Meplr

2 ott.x I B OIIAXOBKA

3.1.
m 400 rropbrlxoBlr npafiuepu sa i[panrerren arraJrrr3 n l[rpercrrro cercreHrlpaue na ffiK, 6eg HPLC flpeqrrcrBaue, 20 nmol I on.

no25 6tsn ArJrxrrHa Ha I B OnaroBxa I
3a neuerrrrleu aIIaJIrI3 3a lraJrrrqfle Ha mneurr nexoMrrr Aeneqfirr rr.q/rrJrrilcarlrur- r[pamrerneH arraJrrr3 upes MLPA

BcIrrIKIr pearflrBn 3a nognoroBra na npo6rre x cneqr$nceu M[rKc orr corrAr{ 3a neH no us6op, 3a auan[3 na 100 2on.
E ullxc 3a aHarIE3 rra sa 100 B OIIaroBxa

Exonuclease I, xaranrsupaqa [peMaxBaHero rra Hyx]reorrlAn B rrocoxa 3'--+ 5, 3a rrpeqrrcrBaHe Ha PCR npo4rurrrrre m
3 on.

3000 u/ rso 300 l:f.iTEf,{iIIm
Shrimp Alkaline Phosphatase (rSAP), KaraJrrnrpaq geQoct[opurrpauero Ha 5' n3' xparqara xa,IEIK u PHK

3 t[oc{ouoxoecrepl{re, xlrApoJru3upnr\ pr6o-, a raxa cbqo Aeoxcrrprr6onyrcrIeogrlA ryrrfoci[arrme, HarrrJruo xeo6panruo 2orl,.
ce na 65"C sa 5 500 u/ s00 s00 FTiIirtrMTf,M


