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Y-microdeletions

EAA/EMIQN

YEVANAAYYH TYDAQN A ETFI\/IATQN
AADOPESIMETAZY EPTASTHPION HTAN 2-
10% ’

OPIZTOYNIOAHTIES KAl MOIOTIKO! EAETXOI

\ (OL DITOLEC O yarpocopuolovtal 1999, 2004,
2014)
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EpId.

AYOHEMO 1:4000
213:2%) GE UMoyOVIHOUC AvOpeG £0C 8%

— Sertoli cell only (SCO) syndrome I or
severe oligospermia

Sertoli cell only (SCO) syndrome IT &
spermatogenic arrest

—— Moderate spermatogenic arrest
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elval n gr/gr, mapoAo mou N EAAELYPN
adopa oxedov 1o poo AZFc, n onuaoctlo
géapTaTol Ao TOV UTIO HEAETN TANBUGoLLO.
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chionof<5 EEEEEEEEEEEEEERERER 2
jnterest 3013030303031 9313330 <

l 98°C

FTsdsdddsdslsdsdanvwd Denaturation
Temperature is increased
121121333930 333033033 - to separate DNA strands

l 48 to 72°C

 EEEEEEEREEEEEEE S E D A
T . 3 5' I'emperature is decreased
Iemplate . Primer 3 Pt e 66 allow Briners o Base

5 2
PNAnee A L L L L L R AL - POrtecomplementary
3 —L- il e 5 DNA template

l 68 to 72°C

J‘>51'1111111 TT T T T 11> Extension
Nasccnt< 34l gLy g AL s Polymerase extends
-«

DNA strands primer to form nascent
F:

5 T . 7-r_.\_7--r—r‘r3 DNA strand

5

1stcycle —» 2ndcycle — 3rdcycle —> 4thcycle ---------- » 30th cycle

MOOOOOODT OOOOOOODT OOOOOOOOO OO

Il OOOOoong | OOooonn | DOoooom 27! = 2 billion copies
: T : DO

22 =4 copies ImMUIIMI [OUOOOUOT DO

2°=8copies  TTIIIITON IO

IDOOOOOOT. DO Exponential
: T Amplificati

24 =16 copies T I PR 'ca AR
e Process is repeated, and
FERARSRRRATRTATARA TS the region of interest is
R SRR RN amplified exponentially
T
JEEEEEEERRRRRIEET
FEREEEETEENEREENTES

2% = 32 copies
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| apTupa kai SRY kai ZFX/Y neployec.

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



;ahypwvupﬁrngoénw
MBIEEC ]

_| AIAGG EAEYXOG E BETIKO KAl CJ,O‘/I]‘I‘MJ JapTupa Kai SRY kai ZFX/Y neploxec.

Multiplex A:
ZFY : 495 bp
SRY : 472 bp
sY254 : 400 bp (AZFc)
sY86 : 320 bp (AZFa)
sY127 : 274 bp (AZFb)
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Multiplex B:
ZFY : 495 bp
SRY : 472 bp
sY84 : 326 bp (AZFa)
sY134 : 301 bp (AZFb)
sY255: 126 bp (AZFc
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MBIEEC ]

_| AIAGG EAEYXOG E BETIKO KAl CJ,O‘/I]‘I‘MJ JapTupa kai SRY kai ZFX/Y neploxec.

Multiplex A:
ZFY : 495 bp
SRY : 472 bp
sY254 : 400 bp (AZFc)
sY86 : 320 bp (AZFa)
sY127 : 274 bp (AZFb)
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Multiplex B:
ZFY : 495 bp
SRY : 472 bp
sY84 : 326 bp (AZFa)
sY134 : 301 bp (AZFb)
sY255 : 126 bp (AZFc



Abva,
EKOEIH MOPIAKHYE ANAAYEHE
Aviyveven mkposilsiyzav oty mepLoyn) Tov “olmosTeppukot Tapdyovrae” (4AZLF) Tov

ypopocopatos Y pe ) pébodo e moilarijc (multiplex) alvedomic ovridpacnc
moivpepacns (PCR

("I”[ ﬂm’aﬂﬂ)’lo ‘IUEE"U{FC_: EFxEkrkEEETTERETERERE AR AR R R R R Hi:ﬁm Mirﬂi; Jallwam‘;
Eidog eferalousvor olcot: TL Aipa Hucpovia mapel afinc
Evéarln:

Mefodoiepia

Amno 0.2ml meprpspucod cipetos amopovebms clue DNA, pepoc tov omoiov vaoPilnfme os Oto mopalinisg
multiplex PCE. pe (st ssomrav, to onode moldochecwalooy tuiuete 400, 320 xm 274 vovdsonbiov pow
yowbiew AZFe, AZFa wm AZFb, aovrictoye (multplex A), wm tpfqpera 326, 301 xm 126 vomdeonbiow tov
yovibiew AZFa, AZFb v AZFe, ovrictogn (multplex B) rouv pmopot cwEhovs tov ppoposopare; Y (Yqll 21-
23). Img ibsg ovmbpaoey ypnowonouifmuoy soomméc mov swopouy Taipo peysloug 472 Pacsmv Tou
chovbpnot  yonbiow SRY (Ypll3) wm aliniooyic 495 vondsombdiov tov yowbdiovw ZFYZFX tov
yeubomurosoumdy (opdioyov) mepoyy Tov gpopcceudtoy ¥ we X (Ypll3-Xpll3, scowmpueg pdpropag
ovnbpassav). To civelo tov sanmtay smksimary coppova ps Tig obnyiss Tov Enpeaaiet divoor Teemtas
ot Mapiocy Tevernay (EMOQN). ALils va avagsplsi ém, pe Paon o mopcdoue fiflwoypagucd bebopsva, o=
avrpes 01 omolol amfkTnooy ol yepls avameporeyn] vwofoiinyon, sev Exan mopompnbel more g
TV OVETEPE oviarvopevey olinlovnev. Extoc tov wed sferoocn Befyparoc, omv i popuna) Sowypacio
vmofinfme DNA msprpepucot aiporog anobsbsrypéve yovipow avipa (yovia) (Bstucdg papropag tepvealg), DNA
mEpupspucoD aipoTog yuvoims (epvniceg paprupec). To mpoitvio tev ovmbpdceov mhscipogopnfmoov o
meropa ayapalns 3,5% wmm ormconoumfneey o tpaxslo vwspundoos avtivoPolieg.
Amoréieona

Mulriplex A 1 1 3 4 5 6§ 17

DNA oxo sbéraey dsipuaroc

DNA msp. gipotog YOWHoD Gvopa

DHNA m=p. oiparog yovaikms

Aeiwcreg peyefooc DNA (&Fx/1 74 HaelTT)
Multiplex B

DNA oo ebéracy dsipuatoc

DNA wsp. oiporos yovipow vipa

7. DMA msp. aiporos yoweikm:

P

bl

=

Founcpaoua
»  FErosietaciéy vhood avyrveiByks pkpoeil.ciym oty mspog] tov “elooonspuncey mopdayovia” AZFe tov
ypoposopero; ¥ pe ™ usbodo e multiplex PCE.
* To nopomGve sopnue xpemet va culmbsl ps Tov msposomsd tov wipd km va copfovisvrel woakoe
TEVETILOTI] K01 VO CUSEETHITEL JE T0 URokowma Khnviospyastnpomad bebousva tov aslisvoie,

'H enencinin ko 1 £EKOTITR TS TEQVIKG Xpecsyyilowy o 100°%;.

'L.ab guidelines for the molecular di o pech

E.640-3/1
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0eV. TPOoTEIVETUL 0 AZFa v
tntes o€ AZFb Elhewym

ICrc;'I' ESE kot

)} /\r]\/r]r we 1C
XoumArn woron o eupboy Kot Yopnid TocooTtd
- ETUTOYNLLEVIG EYKVLOGVVTC.

[TpoTeivove YEVETIKT) GLUPOVAEVTIKT] KOl EAEYYO
KO GAA®V OTOUMV GE OVOTOPOYMYIKN NATKIOL.

B H &\ewyn gr/gr €xel cvoyetiotel e avénuévn
TPOOLADEGT) KOPKIVOL TMV OPYEMV.
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Mutant CFTR channel

does not move chlonde wons

T8 _ causing sticky mucus to build

0 up on the outside of the cell
O

© 9

Qutside cell (%]

o

O
OO
O

© S
& Chlordie lons

o o
Normal CFTR channel o
moves chloride ions to o o ®0 ©

the outside of the cell o ©

Anougia, unoA&eiToupyia n XagnAn ouykevTpwon TG npwrteivng CFTR
napayeral naxupeuorn KOAA®ON BAEvvN N onoia ano@pPAcEl TOUG
NOPOUG TWV AdEVWV OTAdIOKA KATACTPEPOVTAG TOUG.
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I Samples Plat

File Edit View Tools Alleles Help
- Plok Setting: | CFELIZ Plot FT-on - | Panes: |2 -

D04 | e (58 | GBS |

Sample File Sample Name Panel sl |0s 50

here are no controls in this selection

192661 ACFEU2072015-01-18-14-21-26 fs2 192881 A CFEUZ A mix POPY | ‘1.0

110 150 230

o Lok | m " 5 L

— T
[fo-D1L52E]
ﬁrsnsduwr
4

192551 BCFEU2072015-01-19-14.21- 26 f=a 192551 B CFEUZ B mix 0.9

0

150 ¥

# 335,85 ¥ 10214] [Bin: 28-1811 Marker 1811]
¥ \ T = T ]
w0 = E

c+.| Administrator: 3500... b="3500"Data Collectio... 4 Removable Disk (FY = uUn-Screen Keyboard GeneMapper - cfeu... Samples Plot
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F503d 0T
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150 ¥
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w0 = E
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Eavaces oty
ApThor 621
Abnva, 14/11/2014

EKOEXH MOPIAKHY EEETAYHY

Avixveuon MetaAAGEewv CFTR o€ YEVETIKO avaAuTr) & VP

,Em’&-ro: EEEXXTXXTXTXES D‘wa: EXEXEXXEXXES

Hapanéurav: Eibo; E&eralopsvov Yirxov: I1. Aipa

Ap. Hapaxeurnixov: 188733 Husp Eroayopjc: 13-11-2014
Amotéleopna

Erepolvyeymc F508del; IVSS variant: ST/5T

Zopripocpa
To & osrnm RPOEPYETaL aNd Qopia pstaliaing oTo yovibto g xucTikns tveenc. H pusbodog xakimrst
~78% tov yvootav pstallaiswmv Tov shlnvicov xinBucuov.

Zyoha

e H )cuo'mn'] VOOT) SIVOL [a QUTOGMMIKT Dmlsuvdps’q voocos. Tvvictarar o EAsyyos xat Tav Svo
yovéwmv tov sistalopsvov na va smPsPamBsi n mposisvon ™mg usmlla&n,, xaboc xo mspartEpo
£A5YY0G Tov SEfypHaTOS MOTE Va GXOKASICTEL 1] Rapovcia aAkov ustal z

* TuwcTATOL O EASYYOC TOU GUECOV OIKDYSVEIXOD 1oV KsptBaliovros Kot s151K0TEPa TV QTONMY OV
Bpioxovial os avaxapaymyng) nAnia.

* Y xafs nspirrwon xpenst va culNTHGEL TO TAPARAVE SHPTUE S TOV TPOCHTINO TOV 1GTPO KOt Va
cupPovisvTel KANWVIKG YEVETIGT.

MIPTRI Biohdy ot 3

rw-“umpmx——-m ACUAE 2006 ation
*The molaculer w Aoty WO 2007
-du.-u-n-:w. 19573606

Mefodog: wmudm«owmwmnmormonmnwnmmmmwmmonﬁxmmd«wﬁwﬂ

XenovenadBoav orpooubva mk(mm CE, In ) mou 8 TfpaTD T yonSey T euomeg
vwong, ovn ouviyoo owshod: o»duom e Toomel (Caalhrr) nocrpopdonon o mm-é oveAut (Al 3500, Genetic Analyser), Ko av&uan
vauvnww HEPOAALEDG nou ehlyBepay 0 ~78% vav ¥ ABE 3 (mall mow

AMwrd nAnfucyd (CFTRGee 2,3, E50X, vsn.uasz FMAATY, 2440EA, RITIC, RI1TH, YI22X, 621 41G>T, T1141G>T, LI0EW, 1078867, RI34W, n_u»
R347H, ASSE, 150706, FS0B0M, 16770eITA, VS20F, 1717-1G>A, GS42X, SSAR(T>G), SS49N, GSS1D, RSSIX RSEOT, 181141.5kDAXG, 189841GA,
21436617, 21840eIA, 23470015, WBAEX, 27894504, QEIX, 312041 Goa, 3272-26A2, R1066C, YIOZX(CoR), M11G1K, D151, RIISEX, R1162X,
36500eIC, 38494 10kC>T, S1251N, 300SINST, W1252K, N1303% w0Bi wi 10 cCAAMLOpgE Intr VIIL (97), Intr VEIE (7T), ner VAL (ST).
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MiSeqDx Cystic Fibrosis Workflow

Standardized workflow for both assays

Prepare
* Startwith genomic DNA
» Creato sample shoats

Sequence
* Start the MiSaqDx nstrument
* Add the Ibrary o the

Analyze

« So2 rasusts In tha MISoq

Reporter Software
o Intarpret rasults

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

* Ganerata Indexad libraries

[lumina
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JIGUTOX POV GAARAGUXIGN MOAAWY HIKPWY

KopaTioy. DNA (uexpr 100-150bp)

u 139 UERAANGEEIG KUGTIKNG TAUTOXPova o€ 8

~ Oelypana -

u [TARpRG aAAnAouxIGn Tou yovidiou
TAUTOXPOVA O€ 8 delyuaTa.



ANY DOUBT
CONSULT GOOGLE......



