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IIPE,A'IOTEHIIE C IIIIAITATI{EHII IIEIII,I IIO APTIIKYJIII II OEOCOEEHII N(}}III[I[I

H..xoflucro ltpcaJr.rrm.nc c ErlrnrlrBxlr uclrrr c lrortapno or "ru{ fEfi CA[LIITtroIIf" EOOA /nocosrr ce rrrrMexoElHrrcm f,a [oarJtf,r

n trqaEf,cano cr Emor Mqrnrrcc /po xucur/ r rrrocnom ny ur Ynpnrm.r /rurmroer/

JE

o5.nolJ
rFrf,*y

Hruxenoraxne /rpnnryad o6qr cFcr
6.0IJtc

/,,',J
MrFra

rI.qclIr
l,t J

Fcirrnrn n ryl [Tiri!]]Tn

rrxxpepc ts acrcxr&rr na nponeur a 6poc ronnr (copy nunbcr ohangcs) npr pauxrxn ca6oruBanx, c
llllfinxaflu Texrllllleom xap8nEpxcmral:
-,@I( xrrqooppel o m 4 npo6x Hr crlsllA c rDopxsr 4x,14 K
-A! Ilolgllsr [.q8c I gDorscrcrBxc c uc84flrspoAfirrrr craHAagrrr rI! noHcopqryraa 3a qrnorcHoxr ap6n
(rscA)

rorerlr crerxrrc 3r6offrsrflr. AngelmEn / Pradcr Willi (l5ql l);AAs rcgion (Yqll.2)Dcch i0t-
(l lpls} Clc.tine dcficimcy / X-linlrod mcntal rctarddion (l6pl llDsndy-Walker (3qZ);Fngile X

I A (Xq28);Downs syn&omc (21q22); diGwgE | (nql I );Williams-Bcurcn (7ql123); Retts oD. 6
(Upl3.3); X-linlcd mqrtal rctsrdatioD (Xp2l)i

lctf,a ctlupora cr6p3aHa a6epaqrr qrrna posnorsra c xgoxgcrBo cncqrrtDr.rgrr coru[ 3a m.rxo orurxare
sa CNV's. Pa6orn na flpfiBqruri rs 8CGH

slm,[E c rxrtro{cn 6ceruuru1 cneqrQrrcs cor[ryep rr o6pa6orxa tta aHanroa n ,qaDaHc Ha xptfHflt

I cJrs[.[ B ollarloDrr
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1.2.

1.3.

t.4.

r8rpopcn 3i AGrEKlrr Ha tlpollcHll ! 6pot ronxr (copy numbcr changcs) npll psrrrnqH[ ga6oruuxnr c
ICXXTIllrcC*ll xlptrltpllcTflrl{:

,IfiK xxrpoqrycf c no 4 npo6r m sufiq c oopxrr 4x180 K
,[a noxprra r c r croracrcrarc c McqryE8pqarrrrrc cfffiaaFrr lra roraopuflyno 3s u;rronexoxHlt aperl

- At mterna creAxrre 3a6orrBuxr: Angelman / Pmder Ulilli (l5ql l)gAe rcgion (Yql1.2)poahith-
Wicdamnn (l lpl5);Gcatinc drficknc,y / X-lintcd mcntrl r€tsdation (l6pl llDauly-trralker (3qZ)fragile X

A (Xq2E);Dou,ff syndronc (21q22) orl. 3

dic€orge I (2&l UwilliamsBcurcn (7ql 1.23);Reth ()k2t);Millor-Dicker (Upl3.3}X-linkcd mcotrl
(xp2l)

3r rcrxa crrrralrou c]6p3axa r6epa{xr qrrm pacrrorlaf& c xxortegrso cnc4{r.rxn con4r ra rgrno or.ufratrc
CI.IV's

Ai p!6dnr lra rlprxtuInr xa aCGH
Na[ rttrra c Brlrroqcn 6crrurrrtr, cneqnQrrca c@qtp ra o6poSorra Ha arrsnrra rr AsBorr€ HE KpaftHnt

srarus sa IEII( xmpoapc[ ooprraa 4x. Al 6tl8r I 6potr B o[rmuxa n ,qa co gbBrlecrlrxrr c
oll. 9l.l r l2

ra nperncrraue ra ,ull( xrnpoepel ra Acrerqrr ra npoxcnx a 6llor xonur (copy numbcr chagcs)
palurrrur arSoruranxr

.a6 srz Qor B onaroBxr

.qg po6orm Hs 6asrt xa ccoupxc
rE srrlosBrr cf,6xpcrrnHx clpy8c[l - 24 6potr

ra ca ctrxcsrflxrr c lrelull l.l al.2

o[ 3

pc r.rrr ssoonrlEHllr
-.qt rxa 24 peaxun r onaroBra

1roofulccn .s ro6rpto 6ouralc r cporxexne c crsrluuom 6crmaflc
.qa Brnro.rBs: rrpeqrrcrEarcntrrr xorxrrru, sonro rrpesrsmar Ba 6a3ara rla cgoalpxc, c|a6rlpsrEJrnll GnpyEerxr+

orL il
( C)3 n C)5 ), x1xrcoruox xrxo, rpotrxepr, cr3f,x.

rE cr:m ga 6erugrnc Ha qrr[os€ c 60-xcpxn ouroqrureonuun corwr
onnrxrcryor rr pa6ora c qxno8c, orqnra[Ir{ Ct{V --m c ]orxro aosroBcpHocr

- aE G crBxGcnrx c lrlBrlrux l.l n I 2

6v0ep
6uc .q0crartqeu :a xrrtrrrx! 25 xmpoopcIrur claxna o no 4 lpo6f, rra oIalla

rt ca carrccxHxrl c trBfiufl l.l u 12
I 6po a onxoaxa

tir I

I6yr[ep I n xrcu 6yQcp 2 sa aCGIVChiP-on{hiP 2xln a onaxorm oll.

t.5.

t-7

I

C)
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t.8. rtrorcuxr @T .UrK (250F1) lmg/nl a onaura otr. it

oil It.9. PeQcperrra mmo ffiK , uxnur5u ea t00 pcaqnx E olrax{rBxa

1.10. PcQ@trflra xcxcxr ,UlK , x rxxyr tr lfl) pcaxulr r omroara otl.

xoBrllo 3A oEoooEEHA tr(xrrufl Jtl:
L Parsrrrax i T' n i]I]

l0 684,50
Krr ga rroruparc xa ,[I( or qol€ure rFB c oSex ,qo l0 xn., nqp(qarur ra Chenugic MSM I -12 Rod Hcs4
rDcrlc 3r ,l3orrxpsrc.rc 60um., rc6x, 150 - 300 xxr ,I[ C sa 250 npoSs a onaxonn

l0 684,s0

on. l 18428 t t842E

2-t-

2.2.

Crax4pr ra pasxcp -LIZ 5fi), rc onpcnsrrc na fftr $parxeru c mrmua 35-50bp, cuqm 16 6atrgarur
c LIZ GABoE€pI{rHIl,UlK oparx€[fiL mp(oArrq 3a aHa,IrB ffi xllrpocarellnfl r gpyr[ Eq) pcatgrllx o

omrofft

3s?20

Knr ea rrcoro ,ry,rcmrntlgo Krruqccrrcso rJxcpBaEG tra.qEoluol€prmra fffl( rnmxo celcrcrnrcn ra
apotrrc-!€prxHs ffiI( (dsDNA) ru PIIK n m{cH r. Hsqotlttlr lrlNluc}rpourut or l0 pg/FL ao 100 trg/&; c
rorx{eccaex o6xrF 02-100 n& K[xar Al Brrrloqra dsDNA IIS pcollllr, HS 6y0ep, HS ora.nmpr #l n
dsDNA HS craxrspr #2 a IE @p. !p e orauccnrx c QubitO 1.0, QubitO 2,0 r Qubi@ 3.0. 100 p-ror r
orltx)txt

Stit 2 714,02.3.

2 355B0
Knr ss rrr,cpoaxe xoflqer porurr8 rr npo6r c rorcrcr xosqernaqrn xr PHK craxeonrx ra poSora c Qubit
o,Dopoxcrtp. ,qt noomrma mxepIane Es npo6r crc ctmpmxrc Es PHK oa 250 pg/pl Ao lO0 ng/FL Ip
fiooxurrls r3ucpraxc c o6xran 5-100 ng. Onaxo*a .qocrarwaa 3a I fi, prlrr B ormKnrt

5I 7ll,e)

oII. it 2t422 zwp3a Qubito Fluor!fii€br o rBnrsr crExrll, nomnponucrorr c o6cn 0,5 xn., 500 6por i ollrmBxa

ss ,ryIK ccpctrnpfirc na PCR npo4rrur, earoocpnrm ,IfiK, 6orreprarxa rrnoxxa ,SlK x Aryrfl Ea

xa 6orranr c Q4iopccqqmrl 6arpua lrucsoxorlryr:loofflx, ctrDpfrsr rc: rsroE pefillxrHcH xrrrrc

rcprocra6xrxa nonxxcpcr lr d],lTPdddNIPs E crorflo[rcrlrc olnflxrtllpaHo 3s qerExe xa,<r.nrn PICR

ryqayrr (>sflrbp); .UIK xfiprus; npa[x€p 3s Knlrpo.,r Ha c.roeHru(,Hssra pcarqxr x 5x ccrccHqlloEeH

Kturr.qr6L!cnqrxquqsrdcnortorrpccclocnrrpaxc,onrflxrorparrcaATrrCG6orarflperao,
craxcsflra sra aor0rl/6ps rt ronrr6prrrroffixm rrpomrtoJtrr rra oeNocH&rop AD3 I 3(kl, t00 prur r

Scquarcing Bufrer, ormrxr3xDaE 3a rrsnolBlrHc c tarr sa.SlK ccroexlpaxc Ha ocxrctrrmp AB3l30xl, I xr
L7.

2.8.
acfioxnrxpax Qoprau& HI-DI 38 rlplllvrssxc m flpo6mr npcrx erGrlpof,Ilrrcrn{Hom lrx

I rr Juprx enerr@pcexlr crcrcxr ra o AB3l30xl, 25 xrr r onsroBxr

6!dEpl0x 3e flpmfiqsrc Es ercl(rpooopc3a H. ccrrersrolr AB3t30xl, 500 rn r onrrorra

ra ranrmpxa orrrpoQopea xa AB3130xl (POP7), rcl:roarul Ksrm 3a ceraeHrlrorrcn, Tar€ r 3a

aHaIrrB,3a xamJrrpfi c ruuolra 36 n 50cx - 3.5 rn. B ona(olxa
2-l

25.

5rr,ril,l'.l:,l

(m. 2 tt,v2 ,84

522,T2on. I 522,72

4 550,26

I

x

cit I

x

r,l rl 2 2 3(x),10

oir 4 1o5,72

I

4ffi,zo

4n$t
tt

oll.
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2 60t,96
rcrn cxt or 16 6por c.[trlnnrxs 36 cr. ia AB3l3(kl, nq,q,(qarlry sa ocncuxpaxo r rfipcrncrrat 5lt2.1 2

x n3A OEOOOEEEA tr(xttrI[t M:!!
17cmx I irl.triT,r'rir,rn

n
trftcn i1

3f rcEcixrNGII rHarll3 ga HaJtf,.lrc Ha toncrfi rcHoxsn Aprrcqr [ rynmxoura- SparxeHrEu lrrr,rrB {pcg
rfirorc,c&r]praarll rorr.nor pcarnrBrr 3r flqaromora na npo6nrr r cncqnOrqqr xrrc or conAn ra rcu

nrs axstllB Hs lfl) [fn 
' 
/:]'.r'ITr,![.liTFrI:fTr,r,I,Tr]l:] ca 100

.r.l
nocoro 3'--+ 5, ra npeqnsraauc ua PCR

3

Shrimp Alkalinc Plrccphatrsc (ISAP), rrremorrpanl rcQoc{opxnrrpaucro xa 5' x 3' rpanurrra na [lI(
lr PHK 0oc0oroIroesrtprrrt, :crryomsxpeq prr6o-, I rrro cri{o,qcorcxprr6oxyxncooxa rp0@mrc,
sanuuo soo6parnno mlaKlaDllpsqcc [p]r uary6auxr na 65oC sa 5 xrlll 500 U/ 500 Fl, 500 pe.lsllrl| I oII.

x

2

M x rI

5?0.392

irglvll_i\

3.1

rfit

on.

amflB 1l lllpeN(rHo ocncHfpllIc ra
no 25 6aclr

arrlOT ll0Dl6rNrcBr

20 nmol IIIII I .-Ii'l rfr.i.l :II! rfit I

2

3

sr8;: VL07.2019 t.

[] ,{oxyxornr cc nonnlcm or raxoHxrx npcrcraB}rrer rrrrtr or yrnrHfioqcxo n[qc.

I{ME I,tOAMEEIT: EM[,I
Itroannc x ncrrr I
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