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(gene dosage variation).
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iropean
Jork:

apTupa Kai SRY kai ZFX/Y neploxéc.

Multiplex A: Multiplex B:

ZFY : 495 bp ZFY : 495 bp

SRY : 472 bp SRY : 472 bp

sY254 : 400 bp (AZFc) sY84 : 326 bp (AZFa)
sY86 : 320 bp (AZFa) sY134 : 301 bp (AZFb)

sY127 : 274 bp (AZFb) sY255 : 126 bp (AZFc
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Abiva,
EKOEXH MOPIAKHY ANAAYXIHX
Aviyveveon mKposlisiyemv 6TV TEPLOYT] TOL “almocmeppikov mapayovre” (4ZF) Tov

1popocoparoc Y pe T pébodo g morlonic (multiplex) aivcidmTic avridpacnc
roivpspaons (PCR).

Wmmwo wes\b\.l;: IR IR EXEXETEXIRIRZIRERS m'xx’a Ka)o'mé- &hwaw
Eiboc eleralousvov vlxon: TLAipa Huepounvia rapalafinc:
Evéaly:
MceBodoiopia
And 0.2ml nsprpspcod aiparog amopovobmes okncé DNA, pspoc tov omoiov vmoflnfnxs cs Svo mapalinisg

multiplex PCR ps {stym ssoovmrav, ta onoia moldlariacwaloov tuiuara 400, 320 xat 274 vovxisonbiov tov
yowbiov AZFc, AZFa war AZFb, avrictorge (multiplex A), xat tuiuata 326, 301 xat 126 vovxhsonbiov tov
yovibiov AZFa, AZFb wou AZFe, avrictorya (mmltiplex B) tov poxpot oxghovg tov ypopocopatos Y (Yqll.21-
23). Ing iksc avmibpacsg ypnowomombnxav sxcomrec mov swicyvouv tunpa usysBovg 472 Bacswv ToL
okavbpmov yowibiov SRY (Ypll3) wat alinlooxia 495 vovxksombiov tov yowbiov ZFY/ZFX wov
ysvdoaurocopxav (opdloymv) meproxav tv ypoupocoudatov Y xot X (Ypll.3-Xp2l.3, scotspkog papropag
avnibpacsav). To cuvolo tov soovmtav smAsxBnxav coppova ps T odnyisc Tov Evpwxaivod dixrvov Howmras
oty Mopiaxn I'evernay (EMQN). AZilst va avagspBsi on, ps Pacm ta mayxocua Bifloypapca dsdbousva, os
avTpES 01 Omolol amEKTIGOV mdl yepis avarapayeyw] vrofonbnon, dsv £xa mapamypnbel more £llsvym
TOV OVOTIPEO svicrvopsvey alinloviov. Extoc tov vnd sfiracn Ssiypnaros, omyv ibwa popuna) Soxyacia
vroPAnfnxe DNA zspigepncod aipatog anobebstypéva yovipov avbpa (yovéa) (Bstucog uapropag exvialg), DNA
mep1pspuod ainatog yovaixag (apwnTcog pdpropag). Ta mpoidvia tov ovmbpdcsov nhscipogoprifmeav os
mxtoua ayapolns 3,5% xat ontacomouifnkav os tpaxsla vrspiddous axtivoPolias.
Anotéicoua

Mulriplex 4 ii2 i3 & 5 & 7

DNA vné sléraon dsipparoc

DNA rsp. aiparog yoviuov avdbpa

DNA xsp. aiparog yovaixog

Adeixrec pueyeBooc DNA ($x/174 Haelll)
Mulniplex B

DNA vxé sléraon dsipparoc

DNA rsp. aiparog yoviuov avdpa

7. DNA rsp. aiparog yovaixog

M A i

b

o

Zounspacua
* Tro sistacBiv vind aviyvevfnks pukposilstym oty nsprox tov “alwocnsppncov mapayovria” AZFe too
ypopocoparos Y ps ™ usbodo mg multiplex PCR.
* To nopamave sopnua mpérst va culnymbsi us Tov xpoceETHO Tov 1aTpod Kat va copfovicvrsl Kiviko
YEVETIGTI] KU1 VO GUGYETICTSL JUs TG UEOAOIE KAviKospyastnpraxa Ssbousva tov achsvoie,

H socicncia xm 1 aboTTe MG TEQVIKNG xpoceyyiioov 1 100%. ¢ - yty
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Yo

TG IER A Biahdynl P

'Lab guidelnes for the molecular dy of y-ch I microdelctions. Stwort et al. EMON 2001

E640-31
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s Xouni
 ETMTUYMUEVY

s Ilpoteivovpue yevetikn) cuuovievtikn Kol EAEYYO
KOt GAA®V OTOUMV GE OVOTOPOY®YIKT NAKIaL.

s H &l ewyn gr/gr €yel cuoyetioTel pe avnuévn
TPOOLADEGT) KOPKIVOL TV OPYEMV.
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Mutant CFTR channel
does not move chlonde wons
O causing sticky mucus to build

© up on the outside of the cell
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Anoucia, unoAsiToupyid | XapnAn CUYKEVTP®WON TNC NpwTEivng CFTR
napaysral nayupeuotn KOAAwSN BAEVVN N onoia anoPppAacel TOUG
NOPOUG TWV AdEVMV 0TAdIaKA KATACTPEPOVTAC TOUG.
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5 Samples Plot
File Edit View Tools Alleles Help

- Plot Setting: | CFEUZ Plot PT-on v | Pz o] | @@ECOEW MW |G s |
D4 | u G| Wi |

Sample File Sample Name Panel sQl |0s le}

here are no controls in this selection

192551 ACFEU2072015-01-19-14-21-26 fsa 192551 A CFEU2 A mix POP7 | 1.0
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!

0 N A 2 .x‘ " 4 A Y 4

T T
40-D1152H]
F508del WT|

<

192561 BCFEU2072015-01-18-14-21-26 fsa 192561 B CFEU2 B mix

110 150

X 335.85 ¥ 10214] [Bin: 28-1811 Marker 1811]

¢ :: o = B Administrator: 3500... | k= 3500 Data Collectio... % Removable Disk (F:) < On-Screen Keyboard [y GeneMapper - cfed... | i Samples Plot <WEe e 250 P
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Abnva, 14/11/2014

EKOEXH MOPIAKHY EZETAYHY

Avixveuon MetaAAGEewv CFTR o€ YeVeTIKO avaAuTr & VP

,Em’&-ro: EEXXXXTXXXIXXEES D‘OFa: EXEEXEXXEXEEE
Hapansurey: Eibo; E&sralopsvov Yiaxov: I1. Aipa
Ap. Hapargurnixov: 188733 Husp Eroayopjc: 13-11-2014
Amotéleopna '

Erepolvyermc F508del; IVSS variant: ST/5T

Zopripocpa
To Sstypa npospystat and @opia pstaiialng oTo yovidto g xuctks iveonc. H pusbodog xakinrst
~T78% tov yvooctav pstallaiswov Tov shlnvicod xAnfucuov.

Zyoha

* H \.wmn'l VOOT) SIVOL JG QOTOGMMUIKT nmksuu'msw] vocog. Tuvictatat o EAsyxog xm Tov 500
Yovéov tov sZstalousvov na va smbsPaiobsi n zpoéhsvon me pstalhalng, xabog xat rEpartEp
EhsYY0G Tov SefypaTos MCTE va axoKASICTEL 1) Rapovcia allov ustallalsov.

* TuowoTaral O EASYXOS TOU GUEGOD OIKOYSVELEXOD Tov Rspifaliovros Kat s151K0TEPA TOV GTOUMY TOV
Bpicxoviat ce avamapayoy niia.

* Y xabs nspintwon xpenst va colnTCEL TO TAPARAVE SHPTUE S TOV TPOCHTIKO TOV 1GTPO KOt Va
copPovisvrel KANVIKG YEVETIGTY.

NI Biohdy o 3

rw-ucum,wcm-—.q A 2006 adsiom
Tha molacor genactc opidemtaiogy o e fbvout, WIHO) 2003
o o i i 00319 74606

MefoSog: And 200 4 dwro-:amumseruomobunmnmmnmnmmmumwmnnm Twmv augieg ovriBpoon PCR,
XPNEWCO0ABNKOY anpooutve mmk(mm CE, In ) rou o TRALATS TaY YOWMBeY TS Ko
vwong, o owiyoo oeshols: M&m B Tl (lehry) MocTpopdonen oe mﬁ--b aveAurh (l& 3500, Genetic Analyser), m avdAuon
Wmumwﬁvﬂwﬂ&nﬂw O peralAiEeg nou ehdySnpay 10 ~78% ruv ¥ PeroAASELV? (umady mow maopvaw) OOV
hnvicd ninBucyd (CFTRAe 2,3, E50X, PETL, GESE, IMAaTY, 4esdeia, R11IC, RI17H, YI122X, 62141G>T, 7114107, L206W, 1078861, RI34W, R34TP,
R347H, AASSE, I1S07del, FS080el, 1677¢elTA, VS20F, lT:?-lG,A. G542X, SS4MR(T>G), SS49N, GSS1D, RSS3IX, RSEOT, 181141.6kbASG, 189841654,
2143elY, 2184CelA, 2347de)G, WB4EX, 278945G>A, QESOX, 312041G>A, 3272-264>G, RI066C, YIOIX(CoA), M1101K, DI152, R1158X, R1162X,
3659deiC, 38494 10k0C>T, S1251N, 390SInST, W1282, N1303% «08dq xi 72 cCAMMLOPPS Intr VIIL (9T), Intr VEIL (7T), Intr VAN (ST).




NGS

MiSeqDx Cystic Fibrosis Workflow

Standardized workflow for both assays

Prepare
* Startwith genomic DNA
» Creato sample sheats

Sequence
* Start the MiSsqDx instrument
* Add the Irary o the

Analyze

« Soa rasuts In tha MISoq

Reporter Software
o intarprot rasults

pre-aliquoted, ready-10-use
MiSaqDx reagent caryidge
* Load Info MiSaqDx and press GO

* Ganerata Indexad libraries

lumina



] NIOAAWV HIKPGV
100-150bp)
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. C aAAnAoUxion Tou yovidiou
~ TauTOXpOva ot 8 deiyuara.
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