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HAKKIMIZDA

Genetik alanindaki arastirmalar her gegen gun pek ¢ok hastaligin altinda yatan
mekanizmayi ortaya ¢ikarmakta; tani, hastalik takibi, seyri ve tedavisinin belirlenmesinde
yeni imkanlar sunmaktadir.

Genetik hastaliklar; hastalik strecinde bireylerin gen yapilarindan kaynakl herhangi bir
bozuklugun rol aldigi tim hastaliklardir. Tek veya az sayida geni ilgilendiren degisimler
sonucunda ortaya ¢ikan nadir sendromik hastaliklardan, gok sayida gendeki degisimlerin
bir araya gelmesi ile ortaya ¢ikan yaygin hastaliklara kadar genig bir hastalik grubu
genetik hastaliklar icerisinde incelenmektedir. Bireyin genetik yapisindaki mutasyonlar
dogustan itibaren bulunabilecegi gibi, basta kanserlerde olmak Gzere ilerleyen yaslarda
da ortaya gikabilmektedir. TUm genetik hastaliklar irsi degildir fakat genetik degisimin
dogasina bagli olarak bu hastaliklar bireyin gocuklarina degisik oranlarda
gecebilmektedir. Yani genetik hastaliklar cogunlukla tim aileyi ilgilendirmektedir.

Merkezimiz kaltsal hastaliklarin aile ve toplum saghgi icin dneminin bilincinde olarak bu
hastaliklarin tanisinin erken dénemde konulabilmesi ve koruyucu hekimlik uygulamalarinin
yapilimasi amaciyla 2006 yilindan beri hizmet vermektedir. Misyonumuz; her yas
grubundan olgunun tani, tedavi ve takip iglemlerini yapmak ve genetik danigsmanik
hizmeti vererek olguyu ve ailesini bilgilendirmek, bu sayede maddi ve manevi agidan yikici
sonugclari bulunan genetik hastaliklar igin toplum sagliginin geligmesine katkida
bulunmaktir. Vizyonumuz en guncel bilimsel gelismeleri laboratuvarimizda uygulamak;
kalite standartlarina uygun, gavenilir ve tekrarlanabilir sonuglar tretmek; etik kurallar ve
hasta haklar temel alinarak bilimsel aragtirmalar ytratmek ve genetik biliminde éncd,
tercih edilen bir referans merkez olmaktir.



TARIHCE

Tibbi Genetik Anabilim Dalrnin temelleri, 1991 yilinda kurulan Klinik Genetik Unitesi ile
atiimigtir. Bu dénemde genetik hastaliklarin tani ve takibine yénelik ilk klinik hizmetler
verilmeye baglanmigtir. 2002 yilinda Cocuk Genetik Bilim Dalr'nin kurulmasiyla birlikte
pediatrik genetik alaninda uzmanlagmig bir yapi olusturulmustur. Ardindan 2004 yilinda
Saglik Bakanligindan Genetik Hastaliklar Tani Merkezi ruhsati alinarak, genetik tani
hizmetleri ulusal 6lgekte yetkin bir merkez ¢atisi altinda toplanmigtir. Bu gelismeleri
takiben, 2007 yilinda Dahili Tip Bilimleri binyesinde Tibbi Genetik Anabilim Dali resmen
kurulmustur.

Anabilim dalimiz, tlkemizin asil ihtiyaci olan nitelikli insan glicundn saglanmasi igin Ekim
2008 tarihi itibariyla tipta uzmanlk égrencisi kabul etmeye baglamigtir. Bugun itibariyla,
yedi 6gretim tyesi (3 Prof, 2 Dog, 1 Dr. Ogr. Uyesi, 1 &Fr. Gor.), 8 arastirma gérevlisi, 4
biyolog, 3 teknisyen, 2 sekreter ile hizmet vermektedir. Tani Merkezimizde, Uluslararasi
kilavuzlarda (Grnegin ACMG, NCCN, CAP vb.) énerilen birgok genetik test do§um éncesi
dénemden erigkinlige kadar uygulanabilmektedir.
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POLIKLINiK HIZMETLERI

Genetik hastalik tanisi bulunan veya ailede benzer hikayesi olan bireylerin hastalik
dykusunun alinmasi, muayene edilmesi, tani igin gereken genetik ve genetik digi her tarlt
tetkikin planlanmasi tibbi genetik polikliniginin gérevleri arasindadir. Bu tetkiklerin hayat
boyu etki edebilecek sonuglari olmasi ve ayni zamanda tim aileyi de ilgilendirmesi
nedeniyle test yapiimadan énce testin gucli ve zayif yénlerinin, sonuglandiktan sonra ise
klinik beklentiler ile olasi segeneklerin hastaya anlatiimasi gerekmektedir. Bu nedenle
genetik tetkiklerin éncesinde ve sonrasinda genetik danigmanlik hizmeti verilmesi esastir.
Merkezimizde her yil yaklagik 4000 hastaya poliklinik hizmetleri sunulmaktadir.

Kimler Basvurabilir?

- Mental retardasyon (Zihinsel engellilik), grenme glclugu, otizm ve yaygin gelisimsel
bozuklugu bulunan bireyler,

« Dogustan i¢ organ anomalileri olan bireyler,

- Cok sayida veya belirgin yapisal kusurlari olan bireyler (yarik damak-dudak, eksik veya
fazla parmaklar vb.),

« Boy kisaligi olan veya iskelet sistemi bozuklugu bulunan bireyler,

« igitme veya goérme kaybi olan bireyler,

« Cinsel geligim bozuklugu bulunan bireyler,

- Ailesel kas ve sinir hastaligi olan bireyler (epilepsi, SMA vb.),

+ Ailede erken yasta ani 6lum éykusu bulunan bireyler,

« Tarama testlerinde risk saptanan veya ultrason géruntilemelerinde anomali saptanan
gebeler,

« Tekrarlayan duguk veya 6l dogumlari olan giftler,

« infertilite nedeniyle arastirilan giftler,

« Akraba evliligi yapan giftler,

+ Ailesinde gok sayida kanser 6ykusu bulunan bireyler,

« Erken yasta tani alan kanser hastalari,

+ Kendisinde veya yakinlarinda daha énceden tani konulmug genetik hastalik bulunan
bireyler.



LABORATUVAR HiZMETLERI

Tibbi Genetik polikliniginde degerlendirilen ve genetik tetkik yapilmasi uygun bulunan
bireylerden yazili onam alinir. Daha sonra test yapilacak biyolojik materyal (kan, amniyon
sivisi, doku érnekleri vb.) barkodlu sekilde hastanenin ilgili birimlerinden temin edilir. Bu
noktada hastaya sonucun yaklagik olarak ne zaman ¢ikacagi, sonucu nasil temin
edebilecegdi gibi strecler anlatilir. Gelen materyalin test yapilmaya uygun géralmesi
halinde sistemimize kayd yapilir.

Tani merkezi laboratuvarimizda son teknoloji sistemler kullaniimaktadir. Alaninda tecrubeli
biyolog ve teknisyen kadromuz ile uzman hekimlerimiz her yil yaklasik 2500 tetkiki 6zenle
sonuglandirmaktadir. Kullanilan cihazlarin bakim-onarim ¢aligmalari ve kalibrasyonlari
zamaninda titizlikle yapilmaktadir. Laboratuvarimiz hem i¢ hem de dig denetim
mekanizmalari tarafindan dizenli olarak kontrol edilmektedir.

Laboratuvarimiz temel olarak 3 bélimden meydana gelmektedir;

« Sitogenetik Laboratuvari
« Molekuler Sitogenetik Laboratuvari
+ Molekuler Genetik Laboratuvari



SITOGENETIK LABORATUVARI

Sitogenetik laboratuvarinda prenatal ve postnatal érneklerden hicre kultard galigsmalari
yapilarak hedef hucreler gcogaltimaktadir. Daha sonra bélinme agsamasindaki hicreler
durdurularak kromozomlari izole edilmekte ve boyanarak incelenmektedir. Bu sayede en
sik karsilasilan genetik hastaliklardan biri olan Down Sendromu’nun da igerisinde
bulundugu pek ¢ok kromozomal hastaliga tani konulabilmektedir.

Kullanilan Numune: Kan (Sodyum heparinli tiip), Amniyon Mayii (Pistonsuz enjektér),
Koryon Villus Biyopsisi (Besiyeri icinde), Kordon Kani (Sodyum heparinli tip), Fibroblast
Ornegi (Besiyeri iginde)

Numune Kabul Zamani: Heparinli kandan ¢aligilacak tetkikler icin her hafta Pazartesi guna,
Amniyon sivisi, kiretaj materyali, deri biyopsisi ve koryon villus biyopsileri igin her gun.

Sonug Verilme Zamant: =1 ay

GALISILAN TETKIKLER

Periferik kandan sitogenetik analiz
Amniyon sivisindan sitogenetik analiz
KuUretaj materyalinden sitogenetik analiz
Deri biyopsisi veya fibroblast érnedinden sitogenetik analiz
Koryon villus biyopsisi sitogenetik analizi
intrakardiyak fetal kandan sitogenetik analiz

Kordon kanindan sitogenetik analiz



Molekuler Sitogenetik Laboratuvari

Molekuler sitogenetik laboratuvarinda FISH (Floresan in Situ Hibridizasyon) yéntemi
calisiimaktadir. FISH igin sitogenetik laboratuvarinda yapilan htcre kaltara ¢aligmalari
sonucu elde edilen stuspansiyonlardan veya gelen numuneden direkt olarak hazirlanan
yaymalarda hedef bélge floresan sinyal verecek sekilde igsaretlenmektedir. Bu sayede 1sik
mikroskobisinde saptanamayacak dizeydeki kromozomal degigimler floresan mikroskopta
incelenmektedir.

Kullanilan Numune:
Kan (Sodyum heparinli tip), Amniyon Mayii (Pistonsuz enjektér), Koryon Villus Biyopsisi
(Besiyeri iginde), Kordon Kani (Sodyum heparinli tip), Fibroblast Ornegi (Besiyeri iginde)

Numune Kabul Zamani:
Heparinli kandan ¢alisilacak tetkikler icin her hafta Pazartesi ve Sali gunleri, Amniyon sivisi,
kUretaj materyali, deri biyopsisi ve koryon villus biyopsileri igin her giin

Sonug Verilme Zamani: = 1 ay
CALISILAN TETKIKLER

ANGELMAN [ PRADER WILLI SENDROMU FISH ANALIZi MILLER-DIEKER SENDROMU FISH ANALIZi
DIGEORGE SENDROMU FISH ANALIZi SMITH-MAGENIS SENDROMU FISH ANALIZi
WOLF-HIRSCHHORN SENDROMU FISH ANALIZi ALAGILLE SENDROMU FISH ANALIZi
CRI DU CHAT SENDROMU FISH ANALIZI RUBENSTEIN-TAYBiI SENDROMU FISH ANALIZi
WILLIAMS SENDROMU FISH ANALIZi SRY LOKUSU FISH ANALIZzi
CHARGE SENDROMU FISH ANALIZzi 13-18-21-X-Y FISH ANALIzi

KALLMANN SENDROMU FISH ANALIZi



SAORS

Kemik iligi Kan FFPE

MikroArray Analizi ile Aragtirilan Hastaliklar

Molekdiler karyotipleme (array teknolojisi), genom genelinde DNA kopya sayisi
degisikliklerini (delesyon, duplikasyon, anéploidi vb.) yiksek ¢ézundrlikle tespit etmeye
yarayan bir ydntemdir. Klasik karyotiplemeye gére ¢ok daha ktaguk kromozomal
degisiklikleri gésterebilir ve genetik hastaliklarin tanisinda yaygin olarak kullantlir.

Kullanilan Numune:
Kan (EDTA'll tup), Kemik iligi (EDTA'N tap), Tumér dokusu (Steril tip icerisinde taze doku)

Numune Kabul Zamant:
Her gin mesai saatleri igerisinde numune kabult yapiimaktadir.

Sonug Verilme Zamani:
2-3 Ay

Mikroarray Analizi

Molekuler Karyotipleme (500K ve Uzeri veya esdeger
¢ozUndrlikte)



Molekiler Genetik Laboratuvari -

Molekuler genetik laboratuvarinda; 3 milyar baz gifti ve yaklagik 20.000 gen igeren insan
genomunda olugabilecek tek baz degisimlerinden tim gen silinmelerine kadar
farklilagabilen mutasyon tiplerini saptayabilecek genig bir tetkik yelpazesi toplumun
hizmetine sunulmaktadir. Bagta ¢cok sayida numuneyi ve geni ayni anda aragtirma
potansiyeli ile pek cok hastaliga tani koymayi saglayan NGS (Next Generation
Sequencing) yéntemi olmak Uzere, Sanger dizileme, Fragman analizi, MLPA (Multiplex
Ligation Dependent Probe Amplification), RFLP (Restriction Fragment Length
Polymorphism), Multipleks PCR (Polymerase Chain Reaction) ve Real-Time PCR
yéntemleri rutin olarak hasta hizmetinde kullaniimaktadir. Bunlarin yani sira bilimsel
aragtirmalar kapsaminda en guncel ydntemler hastaya yarar saglama ilkesi 1giginda
uygulanmakta ve guncel tip bilgisine katkida bulunulmaktadir.

Genetik analizde kapsamli ve derinlemesine yaklagsim

Yeni nesil dizileme (NGS) teknoloijisi, ayni anda ¢ok sayida gen bélgesini yiksek
¢ozunurlukle analiz ederek klinik olarak anlamli genetik varyasyonlari ortaya koyar. Gugli
biyoinformatik altyapimiz sayesinde, dusuk varyant alel frekanslarindaki mutasyonlar dahi
guvenle saptanir ve klinik uygulamaya aktarilabilecek net raporlarla sunulur.

Guvenilir varyant tespiti Molekuler barkod (MBC) odakli hata duzeltme
PreSegq™ RNA/DNA QC analizleri Novel fuzyon tespiti
10ng’a kadar dusuk input gerekliligi Basit ve hizl i akigl

Gugla Analiz Platformu

= w2

|\

SNVs Indels CNVs Fusions

N ol 30 300

Splicing Expression MSI TMB



MolekuUler Genetik Laboratuvari Test Listesi
YENI NESIL DiZILEME PANELLERI

Kullanilan Numune:

Kan (EDTAl tap), Kemik iligi (EDTAl tip), Tumér dokusu (Steril tup icerisinde taze doku
veya parafin blok), DNA/RNA igeren her tarli biyolojik materyal (Lutfen poliklinigimize
daniginiz)

Numune Kabul Zamani:
Her giin mesai saatleri igcerisinde numune kabull yapiimaktadir.

Sonug Verilme Zamant:
2-3 ay (Tetkikten tetkike degigsmektedir, lutfen poliklinigimize daniginiz)

Yeni nesil dizileme panellerinde saptanan varyantlar igin polikliniklerde uygun
gérulmesi halinde; Sanger Sekanslama yéntemi ile dogrulama ve aile taramasi
yapilmaktadir.

illumina

Sekans Platformlari ile yUksek
dogruluk ve givenilirlikte dizileme!

i3 -

Kataphane Dizileme Analiz Raporlama
Hazirhk




ALL FUZYON PANELI
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Kemik iligi

Akut Lenfoblastik L6semi ve Ph-Benzer ALL ile iligkilendirilen 125 gendeki
flzyonlari, ekspresyon seviyelerini ve SNV/indelleri tespit etmek icin tasarlanmig bir yeni
nesil dizleme panelidir. Anchored Multiplex PCR (AMP™) teknolojisi sayesinde flzyon

taranan genlerdeki tim bilinen ve novel fUzyonlar tespit edilebilir.

R

| ABL2

| acoa
| Bewns
| Ber2

| scie

| Ber

| B

| Brar

| cp274
| cHon

| creser

SNV/Indel

LENFOMA FUZYON PANELI (Fiizyon, SNV)

o | CRLF2
[ J | CSFIR
| CTLA4
® ) |onm2
[ J | DNTT
[ J | EBFI
o | EPOR
|erve
IEZH2
| FBXW7
[ J | FGFRI
@) |nm

® ) | Hoxae
[ J IHOXAIO
| iorn
| ipH2
| zr
@ ) | xzr2
® ) |zr3
® ) |ur
| RFa
EE
[ J IJAK]
| sak2

Ekspresyon @ Fuzyon, splicing, ekzon atlama

| saks

| komea
| kir2

| kmr2a
| kras

| tvor
|

| MiLTa
| ML

| mvc

| e

| note

| nRAs
| nTsc2
o INTRK3
® ) |nupes
| nuP214
| P2rvs
| aci
® |raxs
| Pexa
® ) |rocoi
® ) | PocpiLe2
o IPDGFRA

| Pocrrs
| PicaLM
| rcas
| pren
| rac

| Rac2

| Runx

| semasa
| serp2

| sH2e3
| soxu

| sTats

FFPE  Taze Donmu§
Doku

| statse

| st )
| Tau °
| rcrs °®
|

| rixs

| TYK2 o
[ wn

I ZCCHC7 o

SRORSRTD

Kemik iligi

FFPE  Taze Donmu§

Lenfoma Fuzyon Paneli lenfomalarla iligkilendirilen 125 gendeki fUzyonlari, ekspresyon
seviyelerini ve SNV/indelleri tespit etmek igin tasarlanmig bir yeni nesil dizileme panelidir.
Anchored Multiplex PCR (AMP™) teknolojisi sayesinde flizyon taranan genlerdeki tim
bilinen ve novel fUzyonlar tespit edilebilir.

| aicoa
| akr3

| A

| aseiz
| satrs
| Bax

| Ber2

| scr2al
| scis

| Bcie

| R

| irc3
| Bn
EY

| smp7

| BrAF

| 8¢

| caron

SNV/Indel

| cers
[ J ICCDCSO
®  |ceno
| conp2
| conps
| cp274
® ) |cpas
| co7es
| coc2sa
® ) |coke
| coknza
([ J ICDKN2B
| ceero
| cesre

| ceere

| cHic2

| cira

| cressi2

Ekspresyon @ Fuzyon, splicing, ekzon atlama
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[ J ILZTSI
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| mme
| muct
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M INE
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® ) | nrken
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| nver
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| NRAS

| p2rve

| Paics

| Pocor

| PocoiLG2
| PocFRA
| v

| P2

| prcen
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| PrOMIE
| PrAR2B
[ preni

| Prcri

| RaB29

| Rt
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| RangP1

| rHOA

| siPr2

| serpiNAg

| sraer

| sH3ses
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I TCF3 o
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| nFsFa

I TP63 o
[ wn

| xpon
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Kemik iligi Kan FFPE  Taze DonmU§
Doku

MYELOID FUZYON PANELI (Fiizyon, SNV)

Myeloid Fazyon Paneli, miyeloid kaynakli malignitelerle iligkilendirilen 84 gendeki fazyonlari,
ekspresyon seviyelerini ve SNV/indelleri tespit etmek igin tasarlanmig bir yeni nesil dizileme
panelidir. Anchored Multiplex PCR (AMP™) teknolojisi sayesinde fuzyon taranan genlerdeki

tum bilinen ve novel flzyonlar tespit edilebilir.

| asu ® | creesp ® ) |Forr2 | RFa | MiLT4 | nuP214 ® | runxi )
| akr3 | csrr ®  |Forr3 | rrs | muLmo | Pocor | runxim °
| asxu | csrar [E | saa | ML |Pocoilc2 @ @ ) | semeRi
| Ber ® ) |crns | sata | ak2 | Muct | PoGFRA ® ) | semp2 °®
| raF | ock | cataz | a3 | mvc | PocrRE ® ) |sr3mi
| car | onmz | sus2 | katea | mvgs | prre | ste29an
| cers ® ) |onmrsa | onas | komea | mvHn | PicaLm ® ) | srsr2
| caL | ere ® ) |4 | | nF [ P ® ) |rcrs ®
| cp274 |eve ® ) |om | kmT2a | notcHn | prenm REE °
| ceera | ez | pH2 | kras | new | rARA ® ) |u2ar
| cHon ®  |rexw7 | ze | MECom | NRAS | remis @ |wn
| CHIC2 o | FGFRI o | IKZF3 I MKLI I NUP98 | ROSI o I XPOI

SNV/Indel Ekspresyon @ Fuzyon, splicing, ekzon atlama

MYELOID PANELI

SRORSRD

Kemik iligi

Kan

FFPE  Taze Donmu§
Doku

Myeloid Paneli AML, MPN, MDS, KML gibi hematolojik maligniteler ve bazi lenfomalarla

iliskilendirilen 75 gendeki SNV/indel ve kopya sayisi varyasyonlarinin (CNV) yani sira FLT3
ve BCOR genlerindeki internal tandem duplikasyonlari (ITD) tespit etmek icin tasarlanmig
bir yeni nesil dizileme panelidir.

ABLI | cee | onmraa | pH2 | mve | raD21 | sTac2
ANKRD26 | conp2 | e | iz | mvoss | resee | stats
ASXLI | coc2sc |erve | sak2 | e | runxi | rer2
ATRX | coknza | ez | a3 | notcrn | rePsia | P53
BCOR | cesra | Fexw7 | komea | nen1 | sereen | u2am
BCORLI | csrar | rurs |k | NRAS | sFami | u2ar2
BRAF | cuxi | cata | kmT2a | PoGFRA | sH283 [ wn
BKT | cxcra | cata2 | kras | prrs | stc29an | xpon
CALR | ock | enas | ez | PemiD | smcia | zrsr2
CBL | poxai | HrAs | Map2ka | pren | smcs3
CBLB | orixis | oHn | ML | pren | sksr2

SNV/Indel CNV* internal Tandem Duplikasyonlari



LiKiT BiYOPSi PANELI

Solid tumaérlerle iligkilendirilen 28 gendeki sik rastlanan SNV/indelleri serbest dolagan
timor DNA's kullanarak (ctDNA) tespit etmek igin gelistiriimis bir yeni nesil dizileme
panelidir. Dugtk varyant fraksiyonlarinda dahi yuksek hassasiyette sonuglar alinmasina
olanak saglar.

| akm | crnen | eswi | pH2 | Map2k2 | nTria | rer

| Ak | bor2 | Ferrr | ki | mer | nTRK3 | rost

| AR | esrr | HrAS | kras | mror | PoGFRA | smapa4

| BraF | eres2 | oHi | Map2i | nRAS | Piaca | P53
SNV/indel

Tedavi Direnci Takip Paneli Kan Aiim ProtokolG

e *Kan aliminda mutlaka streck tap kullaniimalidir.
Streck tupler oda sicakhiginda saklanmalidir.

o O
e Kan aliminda asla kelebek igne kullaniimamahdir. x1 O

Sadece vacutainer ile kan alinmalhdir.

e Streck tup doldurulacak sekilde 10 ml kan alinmahdir.

e Kan alimindan sonra kan ile kimyasalin iyice karigmasi
icin tap 10 defa ters duz edilmelidir.

e Kan alimindan sonra érnegin saklanmasi ve transferi mutlaka
oda sicakliginda gergeklestiriimelidir.

e Kan aliminda gérev alacak personel protokol hakkinda
bilgilendirilmeli ve egitilmelidir.




-Yeni Nesil Dizileme ile Calisilan Test Listesi @ L‘j L@) @
- Kemik iligi Kan FFPE TazeD%(I’(?lmU§

D
PANEL ADI GEN ICERIGI
Ailesel Pulmoner Fibrozis ve ABCA3, ABCCS8, ACVRLI, AP3B1, ASAHI, BMP15, BMPR2, BTNL2, CASP10, CASR, CAV], CFTR,
Pulmoner Arteriyel Hipertansiyon CSF2RA, CSF2RB, CTC1, CTLA4, DKCI, DSP, EHHADH, ENG, FAS, FASLG, FSHR, GATM, GBA,
Paneli GDF2, HPSI, HPS4, ILIRN, IRF5, ITGA3, KCNK3, KDR, MRPS22, MUC5B, NDUFAF6, NF1, NKX2-1,

NOP10, NR5AI, NUP107, PARN, PLEC, PSMC3IP, PTPN22, RAC2, RASGRP], RCBTBI, RNF168,
RTEL1, SARS2, SFTPAI, SFTPA2, SFTPB, SFTPC, SLC34Al, SLC34A2, SLC7A7, SMAD9Y, SMPD],
SOX17, SP110, STN1, TBX4, TERC, TERT, TGFB1, THOC2, TINF2, WRAP53, ZCCHC8

Anoftalmi ve Mikroftalmi Paneli ABCBG6, B3GLCT, BCOR, BMP4, BMPRIA, COL4A]1, CYPIBI, DDB2, ERCCI, ERCC2, ERCC3,
ERCC4, ERCC5, ERCC6, ERCCS8, FOXCI, FOXE3, FRASI, FREMI, FREM2, GDF3, GDF6, GRIPI,
GTF2H5, HCCS, HDACG6, KMT2D, MFRP, MPLKIP, OTX2, PAX2, PAX6, PITX2, PITX3, PLK4, POLH,
PRSS56, RAB18, RAB3GAPI1, RAB3GAP2, RAX, SHH, SIX6, SMO, SMOC], SOX2, STRAG, VAXI,
VSX2, XPA, XPC

Anormal Mineralizasyon Paneli ABCCSG6, ALPL, AMERI], ANKH, ANO5, ASCCI, B3GAT3, BAGALT7, BMP], CA2, CASR, CLCNb,
CLCN7, COLI1A1, COL1A2, CRTAP, CTSK, CYP24A1, CYP27BI, CYP2R1, DMP1, DSPP, ENPP1, FAH,
FAM20C, FERMT3, FGF23, FGFRI, FGFR3, FKBP10, GALNT3, GJA1, GNAS, GORAB, HPGD, HRAS,
IFITM5, KRAS, LEMD3, LRP4, LRP5, MBTPS2, MESD, MTAP, NBAS, NRAS, OCRL, OSTM], P3H]I,
PHEX, PLOD2, PPIB, PTHIR, SERPINF1, SERPINH1, SH3PXD2B, SLC26A2, SLC29A3, SLC34A],
SLC34A3, SLCO2A], SNX10, SOST, SOX9, SP7, SQSTMI, TBXASI, TCIRG1, TGFBI1, TNFRSF11A,
TNFRSF11B, TNFSF11, TYROBP, VDR, WNTI, XYLT2, ZBTB20

Aortopati ve Aort Anevrizmasi ABL1, ACTA2, ARIHI, BAGALT7, BGN, CBS, CHST14, COLIIA], COLI1A2, COLI1A1, COLIA2, COL2A],

Paneli COL3A]1, COLbAI, COL5A2, EFEMP2, ELN, FBLN5, FBNI, FBN2, FKBP14, FLCN, FLNA, FOXE3, HEY2,
LOX, LTBP3, MYHI1, MYLK, NOTCH], PLODI1, SECISBP2, SKI, SLC2A10, SMAD2, SMAD3, SMAD4,
SMADG6, TGFB2, TGFB3, TGFBRI1, TGFBR2, ZNF469

Aritmi Paneli ABCC9, AKAP9, ANK2, CACNAIC, CACNA2D], CACNB2, CALM1, CALM2, CALM3, CASQ?2,
CAV3, DLGI, GPDIL, HCN4, KCND3, KCNEI, KCNE2, KCNE3, KCNE5, KCNH2, KCNJ2, KCNJ5,
KCNJ8, KCNQI, LRP5, NOS1AP, PKP2, RANGRF, RYR2, SCNIOA, SCNI1B, SCN2B, SCN3B, SCN4B,
SCNGA, SLC22A5, SLC4A3, SLMAP, SNTAI, TECRL, TRDN, TRPM4

Artrogripozis Paneli ACTAI, ACTC1, ADAMTSIO, ADCY6, ALG3, ANTXR2, ASCCI, ASXL], ATP1A2, B3GALNT2, B4GAT],
CACNAIE, CHAT, CHRNAI, CHRNBI, CHRND, CHRNE, CHRNG, CHST14, COASY, COL25A]1,
COLGAI, COL6A2, COL6AS, COLQ, CRLF1, DAG], DHCR24, DNM2, DOK7, DPAGTI, DYNCIHI, EBP,
ERBB3, ERCC5, ERCCG6, ERCC8, EXOSC3, FAM20C, FBN2, FGFR2, FGFR3, FKBP10, FKRP, FKTN,
FLNA, FLNB, FLNC, GBA, GBEI, GLEl, GMPPB, HSPG2, IRF6, ISPD, KAT6B, KCNK3, KIF21A, KLHL7,
LAMA2, LARGE], LGI4, LMXIB, MAGEL2, MED12, MET, MTMI, MUSK, MYBPCI1, MYH3, MYHS8,
NALCN, NEB, ORAII, PEX], PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3,
PEX5, PEX6, PEX7, PFKM, PIP5KIC, PLODI1, PLOD2, POMGNTI, POMGNT2, POMK, POMTI, POMT2,
POR, PRG4, RAPSN, RIPK4, RYR1, SCARF2, SCNI1A, SCN4A, SELENON, SKI, SLC29A3, SLC35A3,
SLC5A7, SLC6A9, SMAD3, SMAD4, SMNI, STIMI, SYNEI, TGFB2, TGFB3, TGFBRI], TGFBR2,
TMEMSD, TNNI2, TNNTI1, TNNT3, TOR1A, TPM2, TPM3, TRPV4, TSEN54, TTN, UBAI, VIPAS39,
VPS33B, ZC4H2, ZMPSTE24

Cinsiyet Gelisim Bozukluklari AMH, AMHR2, AR, ARX, ATRX, CDKNIC, CHD7, CUL4B, CYB5A, CYP11Al, CYP1IBI, CYPI9AI,

Paneli DHCR?7, DHH, DHX37, ESR2, FGFR2, GATA4, HOXAI13, HSD17B3, HSD3B2, LHCGR, MAMLD],
MAP3K]1, NROB1, NR2F2, NR3C1, NR5AI, PAX8, PBX], POR, RPLIO, RSPOI, SAMDY9, SOX10, SOXS,
SRD5A2, SRY, STAR, TSPYLI, WT1, ZFPM2

Demans Paneli A2M, AAAS, ACE, APOE, APP, ATP13A2, ATPI1A3, CHMP2B, CSFIR, DCTNI, DNMT], EIF4GI,
FBXO7, FUS, GBA, GCHI, GRN, HTRA2, LRRK2, MAPT, MPO, NOTCH3, PARK7, PINK1, PLA2GS6,
POLG, PRKN, PRKRA, PRNP, PSEN1, PSEN2, SLC6A3, SORLI, SQSTM]I, TAF1, TARDBP, TREM2,
TYROBP, UBQLN2, UCHLI, VPS35

Ehler Danlos Sendromu ABCC6, ADAMTS2, ALDHI18A1, ATP6VOA2, ATP7A, B3GALT6, BAGALT7, BGN, CIR, CIS, CBS,
Paneli-Kollajenopati-Fibrilinopati CHST14, COLIIAI, COLIAI, COLIA2, COL2A1, COL3Al, COL5A1, COL5A2, COL6A1, COL6A2,
Paneli COL6A3, COL9AI, COL9A2, DSE, EFEMP1, EFEMP2, ELN, FBLN5, FBN1, FBN2, FKBP14, FLNA,

GORAB, LOX, LTBP2, LTBP4, MYLK, NOTCH]I, PLODI], PRDM5, PYCR], RIN2, ROBO3, SKI,
SLC39A13, SMAD2, SMAD3, TGFB2, TGFB3, TGFBR1, TGFBR2, TNXB, ZNF469



PANEL ADI

Ekstremite Bozukluklari Paneli

Ektodermal Displazi + Ailesel
Skatrisyal Alopesi

Epilepsi Paneli

Erigkin Baglangi¢li Distoni Kore
veya ilgili Hareket Bozuklugu
Paneli

Eriskin Baglangigli Lokodistrofi
Paneli

Erigkin Baglangigli
Nérodejeneratif Hastaliklar -
ALS - Néronal Seroid
Lipofusinozis Paneli

Glikojen Depo ve Lizozomal
Depo Hastaliklari Paneli

Kemik iligi Kan FFPE  Taze Donmug

GEN ICERIGI

ARHGAP3I, ARL6, ARSE, ASXL1, BBS1, BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9, BHLHAY,
BMP2, BMP4, BMPRIB, BRCA2, BRIP1, CCND2, CDX2, CHSY1, COL2Al, DLL4, DLX5, DOCK®, EBP,
EFTUD2, EOGT, ERCC4, ESCO2, FAM58A, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF,
FANCG, FANCI, FANCL, FBXWI1, FGDI1, FGF10, FGFR1, FGFR2, FGFR3, FIG4, FLNA, FRAS1, FREM2,
GDF5, GJA], GLI2, GLI3, GNAS, GPC3, GRIP1, HDAC8, HOXA13, HOXD13, IFT27, IHH, KCNN3,
KYNU, LBR, LMBR], LMXIB, LRP4, LTBPI, LZTFL], MECOM, MEGF8, MKKS, MKS1, MYCN, NIPBL,
NOG, NOTCH]I, PALB2, PAX3, PCNT, PIK3CA, PIK3R2, PITX1, PORCN, PRKACA, PRMT7, PTHLH,
RAB23, RAD5I, RBPJ, RECQL4, ROR2, RPLI1, RPL35A, RPL5, RPS19, RPS24, RPS26, SALL], SALL4,
SF3B4, SHOX, SLC26A2, SLX4, SMADG6, SMC1A, SMC3, SMO, SMOCI, TBX3, TBX4, TBX5,
TFAP2B, TMEMG67, TP63, TRPS1, TRPV4, TTC8, TWISTI, USP9X, WDPCP, WNT10B, WNT5A,
WNT7A, ZIC3

ABCAI12, ALOX12B, ALOXE3, APCDD], AXIN2, C5, CDH3, CLDNI, CYBB, CYP4F22, DSG4, EDA,
EDAR, EDARADD, GJB2, GJB6, GRHL2, HOXCI13, HR, IKBKG, ITGAG, ITGB4, KRT14, KRT74, KRT8],
KRT83, KRT85, KRT86, LEF], LIPH, LIPN, LPARG, LRP6, MBTPS2, MSX1, NECTIN1, NECTIN4, NFKB2,
NFKBIA, NIPAL4, PKP1, PLEC, PNPLA1, PORCN, PPARG, RIPK4, RSPO4, SREBFI, ST14, TGMI, TP63,
TSPEAR, TWIST2, WNTIOA, WNT7B

AARS, ABCA13, ABCBII, ADSL, ALDH7AI, ALG13, ARHGEF9, ARX, ASAHI, ATP1A2, ATP6AP2,
CACNAIA, CASK, CDKL5, CHD2, CHRNA2, CHRNA4, CHRNA7, CHRNB2, CLCN4, CLN3, CLN5,
CLNG, CLN8, CNTNAP2, COGI, COL4A4, CSTB, CTSD, DCX, DLG3, DNAJC5, DNM1, DNMT],
DOCK7, DYRKIA, EPM2A, EVC, FERMTI, FOLRI], FOXGI, FREM2, GABRA1, GABRA2, GABRB3,
GABRG2, GAMT, GATM, GOSR2, GRINI, GRIN2A, GRIN2B, GRMI, HCN1, HDAC4, HNRNPU,
HPSE2, ILI2RB2, IQSEC2, KCNJ10, KCNMA1, KCNQ2, KCNQ3, KCNTI1, KCTD7, L2ZHGDH, LAMAS,
LGI1, MAGI2, MBD5, MECP2, MEF2C, MFSD8, NDUFV3, NHLRC1, NPHS2, NR2F1, NRXN1, PCDH]19,
PDP1, PIGA, PIGO, PIGV, PLCBI, PNKP, PNPO, POLG, PPTI, PRICKLE2, PRRT2, RELN, SCARB2,
SCNIA, SCNIB, SCN2A, SCN8A, SCN9A, SERPIND], SLC12A6, SLC25A22, SLC2A], SLC6AS,
SLC9AB, SMS, SOX6, SPTANI, SRPX2, SRY, ST3GAL3, STXBPI, SUMFI, SYNI, TBC1D24, TCF4,
TDRD7, TPP1, TSCI1, TSC2, UBE3A, VCAN, WDR45, WNKI1, WWOX, ZEB2

ACTB, AFG3L2, ANO3, APTX, ARSA, ATM, ATN1, ATPI3A2, ATP1A2, ATP1A3, ATP7B, CACNAIA,
CHMP2B, CP, CSFIR, CSTB, CYP27A1, DCAF17, DCTN1, DNAJCG, FBXO7, FTL, GBA, GCH]I, GFAP,
GRN, JPH3, LRRK2, LYST, MAPT, NKX2-1, PANK2, PARK7, PDGFB, PDGFRB, PINKI, PLA2G6, PNKD,
PPP2R2B, PPP2R5D, PRKN, PRKRA, PRNP, PRRT2, RAB39B, SGCE, SLC19A3, SLC20A2, SLC2A],
SLC30A10, SNCA, SPGI1, SPR, TBK1, TBP, THAP1, TIMMS8A, TORIA, TUBB4A, VPSI3A, VPS35,
WDR45

AARS, AARS2, ABCDI, ALDH3A2, APP, ARSA, AUH, CLCN2, COL4Al, COL4A2, CSFIR, CTSA,
CYP27A1, DARS2, EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, GALC, GBE1, GCDH, GFAP, GJAI, GJB],
GJC2, GLA, GLB1, GSN, HEPACAM, HEXA, HTRA1, ITM2B, L2ZHGDH, LAMBI, LARS2, LIG3, LMNB],
MCOLNI, MTHFR, NOTCHS3, PAH, PEX], PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2,
PEX26, PEX3, PEX5, PEX6, PEX7, PLP1, POLR3A, POLR3B, PRNP, PSAP, PSEN1, PTEN, RNASEH2A,
RNASEH2B, RNASEH2C, SAMHD], SPGI1, SPG21, TREM2, TREX], TTR, TUBB4A, TYMP, TYROBP,
ZFYVE26

ABCDI, AFG3L2, ALS2, ANG, APP, AR, ARSA, ATNI, ATPI3A2, ATP1A3, ATP7B, AUH, CACNAIG,
CHMP2B, CLCN2, CLCNG6, CLN3, CLN5, CLNG6, CLN8, COASY, COL4Al, COL4A2, CP, CSFIR,
CTSA, CTSD, CYP27A1, CYP7B]1, DARS2, DCTNI, DNAJB2, DNAJC5, DNAJC6, DNMTI, EIF2B],
EIF2B2, EIF2B3, EIF2B4, EIF2B5, ELOVL4, EPM2A, ERBB4, FBXO7, FTL, FUS, GBA, GBEI1, GCH]I,
GFAP, GLA, GRN, GSN, HEXA, HEXB, HTRAI, ITM2B, JPH3, KCNC3, KCND3, KCTD7, KIF5A,
LAMBI, LRRK2, LYST, MAPT, MFSD8, NEK1, NHLRC1, NOP56, NOTCH3, NPC1, NPC2, OPTN,
PANK2, PARK7, PDGFB, PDGFRB, PFN]1, PINK1, PLA2G6, PPT1, PRKN, PRNP, PSAP, PSEN1, PSEN2,
SETX, SLC20A2, SNCA, SODI, SPAST, SPGI1, SPG21, SPG7, SQSTM], TARDBP, TBK]1, TBP, TPPI,
TREM2, TREX]1, TTCI19, TTR, TYROBP, UBQLN2, VAPB, VCP, VPSI3A, VPS35, VRKI, WDR45, XK

ABCCI], ABCDI], ACOX], AGA, AGL, ALDOA, ALDOB, ARSA, ARSB, ATPI3A2, ATP7A, ATP7B,
CLN3, CLN5, CLNG, CLN8, CTNS, CTSA, CTSD, DNAJCS5, EPM2A, FBP1, FUCAI, G6PC, GAA,
GALC, GALE, GALK1, GALNS, GALT, GBA, GBEl, GJB2, GLA, GLB1, GNPTAB, GNPTG, GNS, GRN,
GUSB, GYG], GYSI, GYS2, HEXA, HEXB, HGSNAT, HPRTI, HYALI, IDS, IDUA, KCTD7, LAMP2, LDHA,
LIPA, MAN2B1, MANBA, MCOLNI, MFSD8, NAGA, NAGLU, NEU1, NHLRCI1, NPC1, NPC2, PEX],
PEX10, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEX5, PEX6, PFKM, PGAM2, PGK],
PGM]I, PHKATI, PHKA2, PHKB, PHKG2, PPT1, PRKAG2, PYGL, PYGM, SGSH, SLC17A5, SLC2A2,
SLC37A4, SMPDI, SUMF], TPP]

CRORCRON
o Gl



- ZIoClE

- Kemik iligi Kan FFPE  Taze Donmug

PANEL ADI GEN ICERIGI

G6z Hastaliklari Paneli ABCA4, ABCC6, ADAMS, ADAMTS10, ADAMTSI17, AGBL5, AIPLI, AMACR, ARHGEF18, ARL2BP,
ATF6, ATOH7, B3GLCT, BCOR, BESTI, BFSP1, BFSP2, CIQTNF5, CABP4, CACNAIF, CACNA2D4,
CDHRI, CEP164, CEP290, CERKL, CFH, CHM, CHMP4B, CHRDLI, CHST6, CIB2, CLN3, CLRN],
CNGAI1, CNGA3, CNGB1, CNGB3, CNNM4, COL17A1, COL8A2, CRBI, CRX, CRYAA, CRYBA],
CRYBA4, CRYBBI, CRYBB2, CRYBB3, CRYGC, CRYGD, CRYGS, CTNNAI, CTNNBI, CYPIB],
CYP4V2, DCN, DHDDS, DNAJC30, DYNC2H], ELOVL4, EYS, FAMIGIA, FBN1, FOXC1, FOXD3,
FOXE3, FOXL2, FRMD7, FYCO]1, GNATI], GNAT2, GPR143, GRHL2, GUCAI1A, GUCAIB, GUCY2D,
HCCS, HGSNAT, IDH3B, IFT172, IKBKG, IMPDH]I, IMPG], IMPG2, KCNJ13, KCNV2, KERA, KIF21A,
KIZ, KLHL7, KRT12, KRT3, LCAD, LRAT, LRIT3, LTBP2, LYST, MAF, MAK, MERTK, MFRP, MIP, MYOC,
NDP, NMNATI, NR2E3, NRL, NYX, OCRL, OPA3, PAX6, PCDH15, PDEGA, PDEGB, PDEGC, PDEGG,
PDEGH, PHOX2A, PITX2, PITX3, POCIB, POMGNTI, PRCD, PROMI, PRPF3, PRPF31, PRPF4, PRPF6,
PRPF8, PRPSI, PYGM, RAX2, RBI, RBP3, RBP4, RCBTBI, RD3, RDH12, RDH5, REEP6, RGR, RGS9,
RHO, RIMS2, RLBP1, RP1, RPIL], RP2, RP9, RPEG5, RPGR, RPGRIP1

Hemofagositik Lenfohistiyositoz ACTB, ANKI, CLPB, CSF2RA, CSF3R, CTSC, ELANE, EPB41, EPB42, FADD, FAS, FASLG, G6PC3,

- Konjenital Nétropeni - Eritrosit GATAZ2, GFI1, HAX], IFNGR2, ITK, LAMTORZ2, LYST, MAGTI, MKLI, MYOG5A, PRF1, RAB27A, RAC2,

Membran Hastaliklari Paneli RECQL4, RHAG, SBDS, SH2DIA, SLC37A4, SLC4A]1, SPTAI, SPTB, SRP72, STX11, STXBP2, UNC13D,
VPS13B, WAS, XIAP

Herediter Ataksi Paneli AAAS, ABCB7, ABHD12, AFG3L2, ANOIO, AP1S2, APTX, ARSA, ATCAY, ATM, ATNI, ATP1A3, CAS,
CACNAIA, CACNAIG, CACNA2D2, CAMTAI, CASK, CHMPIA, CLCN2, CLN6, COQ8A, CP, CSTB,
CYP27A1, CYP2U], DARS2, DDHD2, DNAJC19, DNAJC5, DNMT], EIF2BI, EIF2B2, EIF2B3, EIF2B4,
EIF2B5, ELOVL4, EPM2A, EXOSC3, FGF14, FLVCR], FOLRI, FXN, GFAP, GJC2, GOSR2, GRID2,
GRMI, HEXA, HEXB, ITPR1, KCNAI, KCNC3, KCND3, KCNJ10, MARS2, MMACHC, MREIT1, MTTP,
NHLRCI, NOP56, NPC1, NPC2, OPA3, OPHNI, PAX6, PDYN, PEX16, PLA2G6, PNKP, PNPLAG,
POLG, POLR3A, PPP2R2B, PRKCG, PRNP, PRRT2, RARS2, RNF170, SACS, SCN8A, SEPSECS, SETX,
SIL1, SLC1A3, SLC2A]1, SLC9AG, SPG7, SPTBN2, SRD5A3, SYNE], TBP, TGM6, TPP1, TSEN2,
TSEN54, TTBK2, TTC19, TTPA, TUBB4A, UCHLI, VLDLR, VRK1, WDR81, WFS1, WWOX, XRCC],
XRCC1

Herediter Kanser Paneli ABRAXAS], AIP, APC, ATM, AXIN2, BAP], BARDI, BMPRIA, BRCA1, BRCA2, BRIP1, CDC73, CDH],
CDK4, CDKN1B, CDKN2A, CHEK2, CTNNAI, DICER], DLST, EPCAM, FH, FLCN, GREMI, HOXBI13,
KIT, LZTR1, MAX, MDH2, MEN1, MET, MITF, MLH1, MLH3, MSH2, MSH3, MSH6, MUTYH, NBN, NF1,
NF2, NTHLI, PALB2, PDGFRA, PIK3CA, PMS2, PMS2CL, POLDI, POLE, POTI, PRKARIA, PRSS],
PTCH]I, PTEN, RAD5IC, RAD5ID, RBI1, RET, RNF43, SCG5, SDHA, SDHAF2, SDHB, SDHC, SDHD,
SEC23B, SLC25A11, SMAD4, SMARCA4, SMARCBI, SMARCE], SPINKI, STK11, SUFU, TERC, TERT,
TGFBR2, TMEMI127, TP53, TSCI, TSC2, VHL, WRN, WTI

Herediter N6éropati Paneli AARS, ABCAI1, ABHD12, AGTPBPI, AIFMI, APTX, AR, ARSA, ATLI, ATM, ATP7A, ATXNI10,
B4GALNTI, BAG3, BCKDHB, BSCL2, C120rf65, CD59, CPOX, CTDP1, CYP27A1, DARS2, DCTN],
DNAJB2, DNM2, DNMTI, DST, DYNC1H]1, EGR2, ELP1, ERCCG6, ERCCS8, FAH, FAMI126A, FBLN5,
FGDA4, FIG4, FLVCR], FXN, GALC, GAN, GARS1, GDAPI, GJBI1, GJC2, GLA, HADHA, HADHB, HARS,
HINT1, HK1, HMBS, HSPB1, HSPB8, IGHMBP2, INF2, KCNAZ2, KIF1A, KIFBA, LITAF, LMNA, LRSAM],
LYST, MFN2, MMACHC, MME, MPV17, MPZ, MTMR2, MTTP, NAGA, NDRG]1, NEFH, NEFL, NGF,
NTRKI, OPAl, OPA3, PDHAI, PEX10, PEX7, PHYH, PLEKHG5, PMM2, PMP22, PNKP, POLG, POLR3A,
PPOX, PRNP, PRPS], PRX, PTPNI1I, RAB7A, REEP], RETREG], SACS, SBF2, SCN10A, SCNIIA,
SCN9A, SETX, SH3TC2, SIGMAR]I, SLC12A6, SLC25A19, SLC52A2, SLC52A3, SLC5A7, SMN],
SOX10, SPAST, SPGI1, SPTLCI, SPTLC2, SURF1, SYT2, TFG, TRPA1, TRPV4, TTPA, TTR, TUBB3,
TYMP, VPSI3A, VRKI, WNKI, XK, XPA, YARS, ZFYVE26

Herediter Spastik Parapleji ABCDI, ADAR, AFG3L2, AIMP1, ALDHI8AI, ALS2, AP4BI1, AP4E], AP4AM], AP4S], AP5Z]1, ARG], ATL],

Paneli ATP13A2, ATXNIO, B4GALNTI, BSCL2, C120rf65, CACNAIA, CYP27A1, CYP2U1, CYP7B], DDHD],
DDHD2, ENTPD], ERLIN2, FA2H, FARS2, FBXO7, FXN, GALC, GBEI1, GCHI, GJAI, HACEI], HSPDI,
KCNAZ2, KDM5C, KIF1A, KIF5A, LICAM, NIPA1, OPA3, PLP], PNPLAG, POLR3A, PPP2R2B, PRNP,
PSENI, REEP1, RNASEH2B, RTN2, SACS, SERACI, SLC16A2, SLC25A15, SLC2A1, SPART, SPAST,
SPGI1, SPG21, SPG7, SPTANI, TBP, TFG, TUBB4A, UCHL], WASHC5, WDR45B, ZFYVE26

Hiperamonyemi Paneli ACADM, ACADVL, ALDHI18AI, ARG], ASL, ASS1, AUH, BCKDHA, BCKDHB, CPSI, CPTIA, CPT2,
DBT, ETFA, ETFB, ETFDH, GLUD1, HADHA, HADHB, HLCS, HMGCL, IVD, MLYCD, MMAA, MMAB,
MUT, NAGS, OAT, OTC, PC, PCCA, PCCB, POLG, PYGM, SERACI, SLC22A5, SLC25A13,
SLC25AI15, SLC25A20, SLC7A7, TMEM70



PANEL ADI

Hiperlipidemi ve Lipodistrofi
Paneli

Hipogonadotropik
Hipogonadizm ve Hipofizer
Hormon Yetmezligi Paneli

immun Yetmezlik ve
inflamatuar Bagirsak
Hastaliklari Paneli

infertilite Paneli

inflamatuar Cilt Hastaliklar
Paneli

Kemik iligi Kan FFPE  Taze Donmug

GEN ICERIGI

ABCAI], ABCG5, ABCG8, ADRA2A, AGPAT2, AKT2, ALMSI, APOAI, APOAB, APOB, APOC2, APOE,
BANF1, BSCL2, CAV1, CAVINI, CIDEC, CREB3L3, CYP27A]1, FBNI, GPIHBP], IGFIR, INSR, KCNJ6,
LDLR, LDLRAP], LIPA, LMF1, LMNA, LMNB2, LPL, PCSK9, PCYTIA, PIK3R1, PLINI, POLDI, PPARG,
PSMBS, VIM, WRN, ZMPSTE24

BMP4, BRAF, BTK, CDON, CHD7, EIF2S3, FGF8, FGFR1, FOXA2, FSHB, GHI, GHR, GHRHR, GHSR,
GLI2, GLI3, GNRH1, GNRHR, HESX]1, IGSF1, KCNQ], KISS], KISSIR, LHB, LHX3, LHX4, NROB1, NSMF,
OTX2, PCSK], PITX2, PNPLAG, POLR3A, POLR3B, POUIF], PROK2, PROKR2, PROPI1, RABIS8,
RAB3GAPI], RAB3GAP2, RAX, ROBOI1, SEMA3A, SHH, SOX10, SOX2, SOX3, SPRY4, TAC3, TACRS3,
TBX19, TCF7L1, TGIF1

ACP5, ADA, ADAMI17, ADAR, AICDA, AIRE, AK2, AP3B1, ATM, B2M, BCL10, BLM, BLNK, BLOC1S6,
BTK, C1QA, C1QB, C1QC, CIR, CIS, C3, C5,C6, C7, C8A, C8B, C9, CARDI], CARD14, CARDY,
CASP8, CBLB, CCBEl, CD19, CD247, CD27, CD3D, CD3E, CD3G, CD4, CD40, CD40LG, CD46,
CD55, CD59, CD79A, CD79B, CD81, CDC42, CEBPE, CFD, CFH, CFI, CFP, CHD7, CIITA, CLPB,
COL7A1, COROIA, CR2, CREBBP, CSF2RA, CSF2RB, CSF3R, CTLA4, CTSC, CXCR4, CYBA, CYBB,
DCLREIC, DEF6, DIAPH1, DKC1, DNASEIL3, DNASE2, DNMT3B, DOCKS, ELANE, ELF4, EP300,
EXTL3, F12, FADD, FAS, FASLG, FAT4, FERMTI, FERMT3, FOXNI, FOXP3, G6PC3, G6PD, GATAI,
GATA2, GFIl, GNAI2, GUCY2C, HAXI1, HMOX]1, HPS1, HPS4, HPS6, HTRA2, ICOS, IFIH1, IFNAR2,
IFNGR1, IFNGR2, IGLLI, IKBKB, IKBKG, IKZF1, IKZF3, IL10, IL10RA, ILIORB, IL12B, ILI2RBI, IL17RA,
ILIRN, IL21R, IL23R, IL2RA, IL2RB, IL2RG, IL36RN, IL6R, IL6ST, IL7R, IRAK4, IRF4, IRF8, ITCH, ITGB2,
ITK, JAK3, KDM6A, KMT2A, KMT2D, LAMTORZ2, LCK, LIG], LIG4, LPIN2, LRBA, LYN, LYST, MAGT]I,
MALTI1, MAP3K14, MCM4, MECOM, MEFV, MOGS, MTHFD1, MVK, MYD88, MYO5B, NBN, NCF2,
NCF4, NFKB2, NFKBIA, NHEJ1, NLRP1, NLRP12, NLRP3, NOD2, NPC1, OASI, ORAII, PARN, PAXI,
PEPD, PIK3CD, PIK3RI, PLCG2, PLG, PNP, POLD1, POMP, PRF1, PRKDC, PSMB8, PSTPIP1, PTPN2,
PTPRC, RAB27A, RAC2, RAG], RAG2, RANBP2, RASGRP1, RECQL4, REL, RFX5, RFXANK, RFXAP,
RNASEH2A, RNASEH2B, RNASEH2C, RNF168, RTEL], SAMD9, SAMHD], SBDS, SERPING1, SH2DIA,
SKIV2L, SLC29A3, SLC35C], SLC37A4, SLC46A]1, SLC7A7, SLCO2A1, SMARCAL], SP110, SPI1,
SPINK5, STATI, STAT3, STAT4, STAT5B, STIMI, STK4, STXI11, STXBP2, SYK, TAP2, TAZ, TBKI1, TBX],
TCF3, TCN2, TET2, TFRC, TGFBI, TGFBR1, TGFBR2, TICAM], TLR3, TMC6, TMC8, TMEMI173,
TNFRSFIA, TNFRSF9, TRAF3, TRAF3IP2, TREXI, TRNTI1, TTC37, TYK2, UNC13D, UNC93BI, UNG,
USBI, VPS13B, WAS, WIPFI, XIAP, ZAP70, ZBTB24

AR, AURKC, BMP15, BMPRIB, CATSPER], CATSPER2, CBX2, CFTR, CHD7, DDX25, DIAPH2,
DNAHT11, DNAH5, DNAII, DPY19L2, ESR1, ESR2, FGF8, FGFR], FIGLA, FOXL2, FSHB, FSHR, GNRH]I,
GNRHR, INSL3, KISSIR, KLHL10, LHB, LHCGR, MCM9, NOBOX, NR5AI, PLCZ1, POF1B, PROK2,
PROKR2, PSMC3IP, RBMXL2, RSPOI, RXFP2, SOX9, SPATAI6, SRD5A2, SRY, SYCP3, TAC3,
TACR3, USP26, USP9Y

ABCAI12, ABCB6, ABCC6, ABHD5, ADAMTS2, ADAR, AIRE, ALAD, ALAS2, ALDH3A2, ALOXI12B,
ALOXE3, AP1S1, ATM, ATP2A2, ATP2C1, ATP6VOA2, BLM, CARDI1, CARDI14, CARDSY, CDH3,
CLDN]1, COL17A1, COLIAI, COLIA2, COL3Al, COL5AI, COL5A2, COL7AI, CPOX, CTCI1, CTSC,
CYP4F22, DDB2, DKC1, DOCKS8, DSG1, DSG4, DSP, DST, EBP, ECM], EDA, EDAR, EDARADD,
EFEMP2, EGFR, ELN, ERCC2, ERCC3, ERCC4, ERCC5, EXPH5, FANCA, FANCC, FANCG, FECH,
FERMT], FLCN, FLG, GJAI, GJB2, GJB3, GJB4, GJB6, GNAS, GORAB, GPR143, GSN, GTF2H5, HFE,
HMBS, HR, ILIRN, IL36RN, ITGA3, ITGAG, ITGB4, JUP, KIT, KRT1, KRT10, KRT14, KRT16, KRT17,
KRT2, KRT5, KRT6A, KRT8I1, KRT83, KRT86, KRTY, LAMA3, LAMB3, LAMCZ2, LIPH, LIPN, LOR,
LPARG, LYST, MBTPS2, NCSTN, NF1, NF2, NIPAL4, NLRP1, NLRP3, NOD2, NOP10, NSDHL, OSMR,
PKP1, PLEC, PLODI, PNPLAI, POLH, POMP, PPOX, PRKARIA, PSENEN, PTCH1, PTCH2, PYCR], RAG],
RAG2, RECQL4, SAMHDI, SH3PXD2B, SLC27A4, SLC39A4, SLC45A2, SLURPI], SNAP29, SPINK5,
SPRED], ST14, STAT3, STS, SUFU, TERC, TERT, TGM1, TGM5, TINF2, TMEM173, TNXB, TREX],
TRPV3, TSC1, TSC2, TTR, TYK2, TYR, TYRP1, UROD, UROS, WAS, WRAP53, XPA, XPC, ZMPSTE24

CRORCRON
o Gl



PANEL ADI

iskelet Displazisi Paneli

isitme Kaybi Paneli

Kanama ve Trombosit
Bozukluklari Paneli

Kardiyomiyopati Paneli

Kemik iligi Kan FFPE  Taze Donmug

SRols)s

GEN ICERIGI

ABCCY, ACAN, ACP5, ACVR1, ADAMTSI0, ADAMTS17, ADAMTSL2, AFF3, AGA, AGPS, ALGI12,
ALG3, ALGY, ALPL, ALX1, ALX3, ALX4, AMER]1, ANKH, ANKRD11, ANO5, ANTXR2, ARHGAP3], ARL6,
ARSB, ARSE, ASXLI1, ATP6VOA2, ATP7A, AXINI, B3GALT6, B3GAT3, B3GLCT, B4GALT7, BBS],
BBS10, BBS12, BBS2, BBS4, BBS5, BBS7, BBS9, BGN, BHLHA9, BMP1, BMP2, BMPER, BMPRIB,
CA2, CANTI, CASR, CBFB, CC2D2A, CCDC8, CDH3, CDKNIC, CDTI, CEP290, CHST14, CHST3,
CHSY]1, CLCN5, CLCN7, COGIl, COG4, COLIOAI, COLI1A], COL11A2, COLIAI, COLIA2, COL2A],
COL9AI, COL9A2, COL9A3, COLECT1, COMP, CREBBP, CRTAP, CSGALNACTI, CSPP1, CTSA,
CTSC, CTSK, CUL7, CYP27B1, CYP2RI1, DCC, DDR2, DDRGK]1, DHCR24, DHCR7, DHODH, DIS3L2,
DLL3, DLL4, DLX3, DLX5, DMP1, DNMT3A, DOCK6, DPAGTI, DPMI, DVL2, DYM, DYNC2H], EBP,
EFTUD2, EIF2AK3, ENPP1, EOGT, ESCO2, EVC, EVC2, EXT1, EXT2, EXTL3, EZH2, FAM20C, FAM58A,
FBN1, FBN2, FBXW11, FERMT3, FGF10, FGF23, FGF9, FGFR1, FGFR2, FGFR3, FIG4, FKBP10, FLNA,
FLNB, FN1, FUCAI, GALNS, GALNT3, GDF5, GDF6, GHR, GJA], GLBI, GLI3, GNAS, GNPAT,
GNPTAB, GNPTG, GNS, GORAB, GPC6, GSC, GUSB, HDACS8, HES7, HGSNAT, HOXA13, HOXDI3,
HPGD, HSPG2, ICK, IDH], IDS, IDUA, IFIH1, IFITM5, IFT122, IFT140, IFT172, IFT43, IFT80, IHH, IKBKG,
IL1IRA, ILIRN, IMPADI, KAT6B, KIF22, KIF7, KMT2D, LBR, LEMD3, LFNG, LIFR, LMBR1, LMNA, LMXIB,
LPIN2, LRP4, LRP5, LTBP1, LTBP3, MAFB, MAN2B1, MASP1, MATN3, MEGF8, MESD, MESP2, MGP,
MKKS, MKS1, MMP13, MMP2, MNXI1, MPDU1, MSX2, MYCN, MYH3, NAGLU, NBAS, NEK]1, NEU1, NF1,
NFIX, NIPBL, NKX3-2, NLRP3, NOG, NOTCH]1, NPR2, NSD1, NSDHL, NT5E, OBSLI, OFDI, ORC],
ORC4, ORC6, OSTMI, P3H1, PAPSS2, PAX3, PCNT, PCYTIA, PDE4D, PEX5, PEX7, PHEX, PHGDH,
PIGT, PIGV, PIK3R], PITXI, PLOD2, POCIA, POLRIC, POLRID, POP], POR, PPIB, PRKARIA, PRKG2,
PRMT7, PSATI, PSPH, PTHIR, PTHLH, PTPNII, PUF60, PYCRI1, RAB23, RASGRP2, RBPJ, RECQL4,
RFT1, ROR2, RPGRIPIL, RUNX2, SALLI, SALL4, SBDS, SCARF2, SERPINF1, SERPINHI, SETD2, SETD5,
SF3B4, SGSH, SH3BP2, SH3PXD2B, SKI, SLC17A5, SLC26A2, SLC29A3, SLC34A]1, SLC34A3,
SLC35C], SLC35D1, SLC39A13, SLCO2A1, SMAD3, SMAD4, SMAD6, SMARCALI, SMCIA, SMC3,
SMOCT, SNXI10, SOST, SOX9, SP7, STT3A, SUMF1, TALDOI, TBCE, TBX15, TBX3, TBX4, TBX5,
TBX6, TBXAS], TCIRG], TCOF1, TCTN2, TCTN3, TERT, TGFBI, TGFB2, TGFBR2, TMCOI, TMEMI65,
TMEM216, TMEM231, TNFRSF11A, TNFRSF1IB, TNFSF11, TP63, TREM2, TRIP11, TRPS1, TRPV4,
TTC2IB, TTC8, TWISTI, TYROBP, VDR, WDPCP, WDRI19, WDR35, WISP3, WNTI, WNTI10B,
WNT5A, WNT7A, XRCC4, XYLTI, XYLT2, YY1, ZMPSTE24, ZMPSTE24

ABHDI2, ACTB, ACTGI, AIFMI, ALMSI, ANKH, AP1S1, ASAHI, ATP11A, ATP6VIBI, BCSIL, BSND,
BTD, CABP2, CACNAID, CATSPER2, CCDC50, CDC42, CDH23, CEACAMI6, CHD7, CHSY],
CIB2, CISD2, CLDNI4, CLRN1, COCH, COLI1IAl, COLI1A2, COL2A1, COL4A3, COL4A4, COL4A5,
COL4AB, COL9A], COL9A2, COL9A3, CRYM, DFNAD, DIABLO, DIAPH]1, DIAPH3, DSPP, EDN3,
EDNRB, ERCC2, ERCC3, ESPN, ESRRB, EYA], EYA4, FGF3, FGFR1, FGFR2, FOXI1, GATA3, GIPC3,
GJB2, GJB3, GJB6, GPSM2, GRHL2, GRXCRI1, HARS, HARS2, HGF, HOXBI, HSD17B4, ILDR1, KARS,
KCNEI, KCNJ10, KCNQI, KCNQ4, KITLG, LARS2, LHFPL5, LHX3, LOXHDI, LRP2, LRTOMT, MANBA,
MARVELD2, MASP1, MET, MITF, MSRB3, MYH14, MYH9, MYO15A, MYOIC, MYO3A, MYO6,
MYO7A, NARS2, NDP, NF2, NLRP3, OPA1, OTOA, OTOF, OTOGL, PAX3, PBX1, PCDHI5, PDZD7,
PEX]1, PEX6, PMP22, PNPTI], POLRIC, POLRID, POU3F4, POU4F3, PRPS], PTPRQ, RDX, SALL4,
SEMAGE, SERPINBG, SIX1, SIX5, SLC17A8, SLC19A2, SLC26A4, SLC26A5, SLC4AI], SLC52A2,
SLC52A3, SLITRK6, SMAD4, SMPX, SNAI2, SOXI0, STRC, TBC1D24, TBLIX, TBX1, TCOFI, TECTA,
TFAP2A, TIMMS8A, TJP2, TMCI, TMIE, TMPRSS3, TMPRSS5, TPRN, TRIOBP, TSPEAR, TYR, USHIC,
USHIG, USH2A, WFS1, WHRN

ABCGb5, ABCGS8, ACTB, ACVRL], ADAMTS13, ANKRD26, ANOG, AP3BI, AP3D]1, BLOCIS5,
BLOCI1S6, CDC42, CHST14, COL3AI, DIAPHI, DTNBPI, ENG, ETV6, F10, F11, F12, FI3Al, F13B, F2, F5,
F7,F8, F9, FERMT3, FGA, FGB, FGG, FLI1, FLNA, GATAI, GBA, GFI1B, GGCX, GNE, GP1BA, GPIBB,
GP6, GP9, HPS1, HPS3, HPS4, HPS5, HPS6, ITGA2B, ITGB3, KLKB1, KNG1, LMAN], LYST, MCFD2,
MECOM, MPL, MYHS, NBEAL2, P2RY12, PLA2G4A, PLAU, PTGS1, RASGRP2, RUNXI, SERPINE],
SERPINF2, SRC, STIM1, STXBP2, TBXA2R, TBXASI, THBD, THPO, TNXB, TUBBI, VIPAS39, VKORC],
VPS33B, VWF, WAS

ABCC9, ACTCI1, ACTN2, ALPK3, ANK2, ANKRDI, ATAD3A, BAG3, CACNAIC, CAVIN4, CRYAB,
CSRP3, CTNNAS3, DES, DMD, DSC2, DSG2, DSP, EPG5, EYA4, FHL], FHODS3, FKTN, FLNC, GATADI,
GLA, GYGI, HAMP, HFE, HFE2, IDH2, JPH2, JUP, KLHL24, LAMP2, LDB3, LMNA, MT-TI, MYBPC3,
MYH6, MYH7, MYL2, MYL3, MYLK2, MYPN, NEXN, PKP2, PLN, PPPIR13L, PRDMI16, PRKAG2, PSENI,
PSEN2, RBM20, RPS6KBI, RYR2, SCNIB, SCN5A, SGCD, SLC40Al, SPEG, TAZ, TBX20, TCAP,
TFR2, TGFB3, TMEM43, TNNCI, TNNI3, TNNT2, TPMI, TRIM63, TTN, TTR, VCL



PANEL ADI

Kistik Karaciger Hastaliklari -
Kolestaz ve Pankreatit Paneli

Kistik Renal Hastaliklar Paneli

Konjenital Glikolizasyon Defekti
Paneli

Konjenital Glokom - Konjenital
Katarakt - Leber Konjenital
Amarozis - Retinal Distrofi
Paneli

Konjenital Miyastenik Sendrom
- Konjenital Muskuler Distrofi
Paneli

Konjenital Myopati Paneli

Kortikal Gelisim
Malformasyonlari ve
JoubertSendromu Paneli

Kraniyosinostozis Paneli

Kemik iligi Kan FFPE  Taze Donmug

GEN ICERIGI

ABCBII1, ABCB4, ABCC2, ADK, AKRID1, ALDOB, ALGS8, ALGY9, AMACR, ATP7B, ATP8BI, BAD],
BAAT, BCSIL, CASR, CCL2, CEL, CFTR, CLDN1, COG7, CTRC, CTSB, CYP27Al, CYP7BI, DGUOK,
FAH, GALE, GALT, GBA, GBEI, GNAS, HADHA, HNF1B, HSD3B7, JAG]I, KRTS, LIPA, LRP5, MPI,
MPV17, MVK, MYO5B, NBAS, NPC1, NPC2, NPHP3, NR1H4, PEX], PEX12, PEX14, PEX2, PEX26,
PEX6, PKDI, PKD2, PKHDI, PNLIP, POLG, PRKCSH, PRSSI, RTEL], SBDS, SEC63, SERPINAI,
SLC25A13, SMPDI, SPINK]1, STN1, TALDOI, TERC, TERT, TJP2, TRMU, UBR1, UGTI1AI, VIPAS39,
VPS33B, YARS

AHII, ALG5, ALGS8, ALGY, ALMSI, ANKS6, ARLI3B, ARL6, B9D2, BBS1, BBS10, BBS12, BBS2, BBS4,
BBS5, BBS7, BBS9, C5orf42, CC2D2A, CEP104, CEP164, CEP290, CEP41, CEP83, CLCN5,
COL4AI, CRB2, CSPP1, CYP24A1, DHCR7, DYNC2H], FLCN, GLA, GLIS2, HNFIB, HYLS], ICK,
IFT122, IFT140, IFT172, IFT27, IFT43, INPP5E, INVS, IQCBI, KIAA0586, KIF7, LZTFLI, MKKS, MKS]I,
NEKS8, NPHP1, NPHP3, NPHP4, OFD1, PAX2, PKD1, PKD2, PKHDI, PMM2, PRKCSH, RPGRIPIL,
SDCCAGS, SEC63, TCTNI, TCTN2, TCTN3, TMEMI138, TMEM216, TMEM231, TMEM237, TMEM67,
TSC1, TSC2, TTC21B, TTC8, UMOD, VHL, WDPCP, WDR19, WDR35, XPNPEP3

ALG], ALG12, ALG14, ALG3, ALG6, ALGS8, ALGY, ATP6VOA2, B3GALNT2, B3GALT6, B3GAT3,
B3GLCT, BAGALNTI, B4GALTI, B4GALT7, CHST14, CHST3, CHST6, CHSY1, COGI, COG4, COG5,
COG6, COG7, COG8, CSGALNACTI, DDOST, DOLK, DPAGTI, DPMI, DPM2, DPM3, EOGT, EXT],
EXT2, FKRP, FKTN, FUT8, G6PC3, GALNT2, GALNT3, GFPTIl, GMPPA, GMPPB, GNE, GORAB, ISPD,
LARGE], LFNG, MAGTI, MAN1BI, MGAT2, MOGS, MPDUI, MPI, NGLY1, PGAP2, PGAP3, PGM],
PIGA, PIGL, PIGM, PIGN, PIGO, PIGT, PIGV, PMM2, POMGNTI, POMGNT2, POMK, POMTI, POMT2,
RFT1, SEC23B, SLC35Al, SLC35A2, SLC35CI, SLC35DI, SLC37A4, SRD5A3, ST3GAL3, ST3GALS5,
STT3A, TMEM165, TMEMS5, TUSC3, UGGT], XYLT1, XYLT2

ABCA4, ADAMS, AIPLI, BESTI, BFSP1, BFSP2, CIQTNF5, CABP4, CACNAIF, CACNA2D4, CAPN5,
CDHRI, CEP164, CEP250, CEP290, CEP78, CERKL, CFAP20, CHMP4B, CRB1, CRX, CRYAA,
CRYBAI, CRYBA4, CRYBBI, CRYBB2, CRYBB3, CRYGC, CRYGD, CRYGS, CYPIB1, DRAM2, FYCOI,
GUCAIA, GUCAIB, GUCY2D, IMPDHI, KCNJ13, KCNV2, LCA5, LRAT, LTBP2, MAF, MERTK, MIP,
MYOC, NMNATI, PROMI, PRPF3, RBP4, RD3, RDH12, RDH5, RGS9, RIMS2, RPGR, RPGRIP],
SPATA7, TEK, USP45

AGRN, ALG14, ALG2, B3GALNT2, B4GATI, CAVINI, CHAT, CHD8, CHKB, CHRNAI, CHRNB],
CHRND, CHRNE, COL6A1, COL6A2, COL6A3, COLQ, DAGI, DES, DMD, DOK7, DOLK, DPAGT],
DPM2, DPM3, DTNA, EMD, FHLI, FKRP, FKTN, GFPT1, GMPPB, GOSR2, IGHMBP2, ISPD, ITGA7,
JAG2, LAMA2, LAMB2, LARGE], LMNA, LRP4, MICUI, MSTOI, MUSK, PLEC, POLG, POMGNT],
POMGNT2, POMK, POMTI, POMT2, PREPL, RAPSN, RRM2B, SCN4A, SELENON, SIL], SLC25A],
SLC25A4, SLC5A7, SNAP25, SYNE], SYT2, TWNK

ACTAI, ACTN2, ASCCI1, ASCC3, BIN1, CACNAIS, CFL2, COL25A1, COL6A1, COL6A2, COLGAS,
DNM2, DOK7, FKBP14, GBE1, GFER, KBTBD13, LETMI, LMNA, MEGF10, MICUI, MTMI1, MYBPC],
MYH2, MYH3, MYH7, MYL1, MYL2, MYODI, MYPN, NEB, ORAI1, PAX7, RYR], SCN4A, SELENON,
SLC25A4, SPEG, STIMI, TNNI2, TNNTI, TNNT3, TPM2, TPM3, TRDN, TTN, VMA21, ZC4H2

ACTB, ACTGI, ADGRGI, AHI1, AKT3, ARFGEF2, ARLI3B, ARX, ASPM, ATP1A2, ATP1A3, B3GALNT2,
B4GAT], BODI1, B9D2, C50rf42, CASK, CASP2, CC2D2A, CCND2, CDKI3, CEP104, CEP290,
CEP41, CEP85L, COL3A1, COL4A1, COL4A2, CRADD, CSNK2A1, CSPP1, DAGI, DCX, DEPDCS5,
DYNCITH]I, FKRP, FKTN, FLNA, GPSM2, GRINI, GRIN2B, IFT172, INPPSE, ISPD, KIAA0586, KIF1BP,
KIF7, LAMA2, LAMB], LAMC3, LARGE], MKSI1, MN1, MTOR, NDE1, NEDD4L, NPHPI1, OCLN, OFD],
PAFAHIBI, PEX1, PEX10, PEX11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEX5,
PEX6, PIK3CA, PIK3R2, POC1B, POMGNTI, POMGNT2, POMTI, POMT2, PTEN, RABI8, RAB3GAP],
RAB3GAP2, RELN, RPGRIPIL, RTTN, SCN3A, SLC35A2, SMO, SNAP29, TCTN1, TCTN2, TCTN3,
TMEM138, TMEM216, TMEM231, TMEM237, TMEM5, TMEMG67, TP73, TTC21B, TUBAIA, TUBB2B,
TUBBS3, VLDLR, WDR62

ACTB, ACTGI, ADAMTSL4, AHDCI, ALPL, ALX4, ARIDIB, ARSB, ASXLI, B3GAT3, BRAF, CDK13,
CHD7, COLECTI, CTSK, CYP26BI, EFNBI, FAM20C, FBNI, FBXOIlI, FGF9, FGFRI], FGFR2, FGFR3,
FLNA, GLI3, GNAS, GNPTAB, HNRNPK, HUWE], IDS, IDUA, IFT122, IFT140, IHH, ILTIRA, IL6ST, JAGI,
KAT6A, KAT6B, KMT2D, KRAS, LTBP1, MAN2B1, MEGF8, MSX2, NFIA, NFIX, PHEX, POR, PRRXI,
PTCHI, PTPNI], RAB23, RECQL4, RUNX2, SIX1, SKI, SMAD6, SMO, SOX6, SPECCIL, STAT3,
TFAP2B, TGFBR1, TGFBR2, TMCOI, TWISTI, WDR35, ZEB2

CRORCRON
o Gl



D
PANEL ADI

Kromatin Hastaliklari Paneli

Limb Girdle Muskuler Distrofi -
Miyofibriler Miyopati - Distal
Miyopati Paneli

Mikrosefali Paneli

Mitokondriyal Hastaliklar Paneli

MODY - Neonatal Diyabet
Paneli

Nefrokalsinozis - Nefrolityazis
ve Atipik HUS Paneli

N6éromuskuler Hastaliklar
Paneli

Kemik iligi Kan FFPE  Taze Donmug

SRols)s

GEN ICERIGI

ACTB, ADNP, AICDA, AIRE, ARIDIA, ARID1B, ASXL1, ASXL3, ATM, ATN1, ATR, ATRX, BAP1, BCOR,
BCORLI, BRCAI, BRCA2, BRWD3, CDC6, CDC73, CHAMPI, CHD2, CHD3, CHD7, CHUK, CRB2,
CREBBP, CSNK2Al, CTCF, CUL3, CUL4B, DNMT1, DNMT3A, DNMT3B, EHMT], ELP1, EP300,
ERCCSG, EYAI, EZH2, FOXP1, FOXP2, FOXP3, GATAD2B, GDIl, HDAC4, HDACS8, HUWEI, KANSL],
KAT6A, KAT6B, KDM5C, KDM6A, KDM6B, KMT2A, KMT2D, KMT5B, LASIL, LBR, MBD5, MECP2,
MENI, MITF, MSH6, NBN, NIPBL, NSD1, NSD2, OGT, PCGF2, PHF8, PHIP, PMS2, POGZ, PRKAG2,
PRMT7, RADbS1, RAGI, RAG2, RAIl, RLIM, RNF168, ROGDI, RPS6KA3, SATB2, SETD2, SETDb,
SMARCAZ2, SMARCA4, SMARCADI, SMARCBI, SMARCEI, SRCAP, SUPT16H, SUZ12, TAF1, TAF2,
TBLIXR1, TP53, TRRAP, UBE2A, VDR, VRKI, WAC, YY1, ZNF711

ABHD5, ACADVL, ACTN2, ANO5, BAG3, CAPN3, CAV3, COL6A1, COL6A2, COL6A3, CPT2,
CRYAB, DAG], DES, DMD, DNAJB6, DOK7, DYSF, EMD, FHLI, FKRP, FKTN, FLNC, GAA, GMPPB,
GNE, HMGCR, ISPD, LAMA2, LAMP2, LMNA, LPINI, MTMI, MYH7, MYOT, ORAII, PFKM, PHKA],
PLEC, PNPLA2, POMGNTI, POMGNT2, POMTI, POMT2, PYGM, RYRI, SELENON, SGCA, SGCB,
SGCD, SGCG, SMCHD], STIMI, SYNE], SYNE2, TCAP, TNPO3, TRIM32, TTN, VCP, VMA2]

AARS, ACBD6, ADARBI, AP4E], ASPM, ATP1A2, ATR, ATRX, BLM, BRCA2, BRIP], BUBI, BUBIB,
CASK, CCND2, CDK5RAP2, CDT1, CENPJ, CEP135, CEP152, CEP57, CHAMP1, COASY, CREBBP,
CSNK2A1, CTCF, CTNNBI, DHCR7, DIAPHI, DNMT3A, DPMI, DYRKIA, EFTUD2, EIF2S3, EP300,
ERCC4, ERCCG6, ERCCS8, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI,
FANCL, FOXG1, GRM7, HDACS, IER3IP], IGF1, IGFIR, KIF11, KIF1BP, KNLI, LIG4, LMNB1, LMNB2,
MCPH]I, MECP2, MINPP1, MSMOI, MYCN, NBN, NCAPD2, NDE1, NHEJ1, NIPBL, NSD2, NUP107,
NUP214, ORC]1, ORC4, ORC6, PCNT, PDHAI, PLK4, PNKP, POC1A, POGZ, PQBPI1, PUF60, RAD2I,
RAD50, RAD51, RBBP8, RPLIO, RTTN, SLC25A19, SLC4AI10, SLC9AG, SLX4, SMCIA, SMC3, STIL,
TP53RK, TRAPPCY, TRIO, TSEN54, TUBGCP6, UNC80, VRKI, WDR11l, WDR4, WDR62, XRCC4,
ZEB2, ZNF335, ZNF526

AARS2, ABAT, ABCB7, ACADS, ACO2, AFG3L2, AGK, AIFMI, APTX, ATAD3A, ATPAF2, BCSIL,
BOLA3, Cl120rf65, CLPB, CLPP, COAB, COQ2, COQ6, COQ8A, COQ9, COX10, COX15, COX6B],
COX7B, DARS2, DGUOK, DLAT, DLD, DNAJCI19, DNMIL, DNM2, EARS2, ELAC2, ETFDH, ETHE],
FARS2, FASTKD2, FBXL4, FH, FLADI, FOXRED1, GARSI, GDAP1, GFMI, GLRX5, GTPBP3, HADHB,
HARS2, HCCS, HIBCH, HLCS, HSD17B10, HSPD1, HTRA2, ISCU, KARS, LARS2, LETM], LIAS, LIG3,
LRPPRC, MARS2, MFF, MFN2, MICU1, MPC1, MPV17, MRPL3, MRPL44, MRPS22, MTFMT, MTO],
MTPAP, NARS2, NDUFA1, NDUFAI0, NDUFAITI, NDUFAI2, NDUFAI3, NDUFA2, NDUFA4, NDUFASG,
NDUFAS8, NDUFAS, NDUFAF1, NDUFAF3, NDUFAF4, NDUFAF5, NDUFAF6, NDUFB3, NDUFS],
NDUFS2, NDUFS3, NDUFS4, NDUFS6, NDUFS7, NDUFS8, NDUFV1, NDUFV2, NFU1, NUBPL, OPAI,
OPA3, OXCTI, PANK2, PC, PDHA1, PDHB, PDHX, PDP1, PDSSI, PDSS2, PLA2G6, PNPTI, POLG,
POLG2, POLRMT, PPA2, PPOX, PUSI, RARS2, RMNDI1, RRM2B, RTN4IP1, SACS, SARS2, SCO],
SCO2, SDHA, SDHAFI, SDHB, SDHD, SERACI, SLC19A2, SLC19A3, SLC22A5, SLC25A1, SLC25A12,
SLC25A19, SLC25A20, SLC25A3, SLC25A38, SLC25A4, SLC52A2, SLC52A3, SPATAS, SPG7,
SUCLA2, SUCLGI, SURF1, TACOI, TAZ, TFAM, TIMMS8A, TK2, TMEM70, TPK1, TRMU, TRNT1, TSFM,
TTC19, TUFM, TYMP, UQCRB, UQCRFSI, YARS2

ABCCS8, AGPAT2, AKT2, APPL], BLK, BSCL2, CEL, CISD2, CP, DCAF17, EIF2AK3, FOXP3, G6PC2,
GATA4, GATAGB, GCK, GLIS3, GLUDI, HADH, HNFIA, HNFIB, HNF4A, IER3IP1, INS, INSR, KCNJTI,
KLF11, LMNA, LRBA, MNX1, NEURODI, NEUROG3, PAX4, PAX6, PCBDI, PDX]1, PIK3R], PLIN1, POLD],
PPARG, PTFIA, RFX6, SLC16A1, SLC19A2, SLC29A3, SLC2A2, STAT3, WFSI1, ZBTB20, ZFP57,
ZMPSTE24

AGXT, APRT, ATP6VOA4, ATP6VIBI1, BSND, C3, CA2, CASR, CD46, CFB, CFH, CFHRI, CFl,
CLCNS5, CLCNKB, CLDN16, CLDN19, CYP24Al, DGKE, FAM20A, GRHPR, HNF4A, HOGAI, HPRT],
KCNJ1, MMACHC, MOCOS, OCRL, PHEX, SLC12A1, SLC22A12, SLC2A9, SLC34Al1, SLC34A3,
SLC3A], SLC4A]1, SLC7A9, SLC9A3RI, STRADA, VIPAS39, VPS33B, WDR72, XDH

AARS, ABCB7, ABCD1, ABHD12, ACADY, ACADL, ACADM, ACO2, ACTAI, AFG3L2, AGL, AIFM],
ALDH3A2, AMPDI], ANOIO, ANOS5, AP4BI, AP4E], AP4M1, AP4S1, AP5Z1, APTX, ARSA, ATCAY,
ATM, ATP2AI, ATP7A, ATP7B, ATP8A2, BAG3, BEANI, BIN1, BSCL2, CACNAIA, CACNAIS,
CACNB4, CAPN3, CASK, CAV3, CCDC78, CCDC88C, CFL2, CHAT, CHRNAI, CHRNBI, CHRND,



PANEL ADI

Obezite ve Bardet Biedl
Sendromu Paneli

Organik Asidemi - Organik
Asiduri ve Kobalamin Defektleri
Paneli

Osteogenesis imperfecta ve
Osteopetrozis Paneli

Otizm Paneli

Otoinflamatuar Hastalik Paneli
- Periyodik Ates Sendromlari
Paneli

Palmoplantar Keratoderma
Paneli

Parkinson Sendromu Paneli

Peroksizomal Hastaliklar ve
Atipik FenilketonUri Paneli

Primer Lenfédem paneli

Kemik iligi Kan FFPE  Taze Donmug

GEN ICERIGI

ADCY3, ADDI, ADIPOQ, ADRB2, ADRB3, AGRP, ALMSI, ARL6, BBIP1, BBS1, BBS10, BBS12, BBS2,
BBS4, BBS5, BBS7, BBS9, BDNF, C80rf37, CARTPT, CCDC28B, CEP290, CPE, ENPP1, FTO, GHRL,
GIPR, GNAS, IFT27, IRS], LEP, LEPR, LZTFL], MC3R, MC4R, MKKS, MKS1, MYTIL, NEGR1, NPY,
NROB2, NTRK2, PCSKI1, PHF6, PHIP, POMC, PPARG, PPARGCIB, PYY, RETN, SDC3, SDCCAGS,
SH2BlI, SIM1, TMEM67, TRIM32, TTC8, UCPI1, UCP3, VPSI3B, WDPCP

ABCD4, ACADS8, ACADSB, ACATI, ACSF3, ADK, AHCY, AMN, AUH, BCKDHA, BCKDHB, BCSIL,
BTD, CBS, CD320, CTH, CUBN, D2HGDH, DBT, DHTKD]1, DLD, DNAJCI19, ETFA, ETFB, ETFDH,
ETHE1, GCDH, GIF, GNMT, GSS, HCFC1, HGD, HIBCH, HLCS, HMGCL, HMGCS2, IDH2, IVD,
L2HGDH, LMBRDI, MCCCI1, MCCC2, MCEE, MLYCD, MMAA, MMAB, MMACHC, MMADHC,
MTHFR, MTR, MTRR, MUT, OPA3, PCCA, PCCB, PEPD, SERAC], SUCLA2, SUCLG], SUGCT, TAZ,
TCN2, TMEM70, UMPS

ALPL, AMER1, ANKH, B3GALT6, BAGALT7, BMP1, CA2, CASR, CLCN7, COLI1A], COLI11A], COLIA2,
CRTAP, CTSK, FAM20C, FERMT3, FKBP10, GORAB, IFITM5, LEMDS3, LRP5, MESD, NBAS, OSTM]I,
P3HI, PLOD2, PPIB, PTHIR, RASGRP2, SERPINF1, SERPINHI, SNXI0, SOST, SP7, SUCO, TCIRG],
TGFB1, TNFRSF11A, TNFSF11, TYROBP, WNTI

ACTB, ADNP, ADSL, ALDH5A1, ANK2, ANK3, ANKRD11, ARHGEF9, ARIDIB, ARX, ASXL3, AUTS2,
BCKDK, BCLI1A, BRAF, BRSK2, C120rf57, CACNAIC, CACNAID, CACNATH, CACNA2D3, CASK,
CC2DIA, CDC42BPB, CDKL5, CHD2, CHD3, CHD7, CHDS, CIC, CNOT3, CNTN4, CNTNAP2,
CREBBP, CSDE1, CTNND2, CTTNBP2, CUL3, DDX3X, DEAF1, DHCR7, DIP2C, DISC]1, DLG4,
DNMT3A, DSCAM, DYRKIA, EFR3A, EHMTI, EP300, FOXG1, FOXP1, FOXP2, GABRB3, GAMT,
GATM, GIGYF2, GRIA], GRIN2B, GRIP1, HCNI, HNRNPU, HRAS, IQSEC2, KATNAL2, KCNQ3,
KDM6A, KDM6B, KMT2A, KMT5B, KRAS, MAGEL2, MAOA, MBD5, MBOAT7, MECP2, MEDI13L,
MET, MYTIL, NBEA, NCKAP1, NDP, NFIX, NLGN3, NLGN4X, NR4A2, NRXN1, NRXN3, NSDI, PACS],
PCDHI9, PHF3, POGZ, POMGNTI, PQBP1, PTCHD], PTEN, PTPNI1, RAB39B, RAD2], RAF], RAII,
RELN, RIMS1, SCNIA, SCN2A, SCN8A, SCN9A, SETBPI], SETD2, SETD5, SGSH, SHANK2, SHANKS,
SLC6AI, SLC9A6, SMAD4, SOX5, SPAST, SRCAP, STXBP1, SYNGAPI], TBCK, TBLIXR1, TBRI,
TCF20, TCF4, TNRCG6B, TRIO, TRIP12, TSC1, TSC2, UBE3A, UPF3B, USP15, VPSI3B, WAC, WDFY3,
ZNF292

ADA, APOAI, APOA2, APOC2, APP, B2M, CARDI14, CST3, ELANE, ELF4, FGA, GP6, GSN, HTRIA,
IKBKG, IL17RA, ILIRN, IL3IRA, IL36RN, LPIN2, LYZ, MEFV, MVK, NLRP12, NLRP3, NOD2, OSMR,
PLCG2, POMP, PRF1, PSMB8, PSTPIP1, SEC23B, SH3BP2, SLC29A3, TBK1, TMEM173, TNFRSFIA,
TRNTI, TTR, UBAI

AAGAB, ABCA12, ABHD5, ADAM17, ALDH3A2, ALOX12B, ALOXE3, AP1S1, AQP5, ARSE, CSTA,
CTSC, CYP4F22, DSC2, DSC3, DSGI, DSG4, DSP, EBP, ELOVL4, ENPP1, FLG, GJAI, GJB2, JUP,
KRTI1, KRT10, KRT2, KRTY, LIPN, LOR, MBTPS2, NIPAL4, NSDHL, PKP1, PNPLAI, POMP, RHBDF2,
RSPOI, SLURP1, SNAP29, SPINK5, STS, SULT2B1, TGM1, TGM5, TRPV3, VPS33B

APP, ARSA, ATPI3A2, ATP1A3, ATP6AP2, CLN3, COASY, CP, CSFIR, CYP27A1, DCAF17, DCTN],
DNAJB2, DNAJC6, DNMIL, EIF4G], FBXO7, FTL, GBA, GCHI, GIGYF2, GRN, HTRA2, KIF5A, LRRK2,
LYST, MAPT, OPA3, PANK2, PARK7, PDE8B, PDGFB, PDGFRB, PEX], PINK1, PLA2G6, PODXL, POLG,
POLG2, PRKN, PRKRA, PSEN1, PSEN2, RAB29, RAB39B, SLC20A2, SLC30A10, SLC6A3, SNCA,
SNCB, SPGI1, SPR, TAF1, TARDBP, TENM4, TH, TUBB4A, UCHLI, VPSI3A, VPSI3C, VPS35, WDR45

ABCDI, ABCD3, ACBD5, ACOXI, AGK, AGPS, AGXT, AMACR, ARSE, CAT, DNMIL, DYM, EBP, FAH,
GCHI, GNPAT, GRHPR, HOGAI, HSD17B4, NSDHL, PAH, PCBDI, PEX1, PEX10, PEX11B, PEX12,
PEX13, PEX14, PEX16, PEX19, PEX2, PEX26, PEX3, PEX5, PEX6, PEX7, PHYH, PTS, QDPR, SCP2,
TRIM37

ALGS, ALX3, AQP1, BRAF, CBL, CCBE1, CDC42, CELSRI, FAT4, FLT4, FOXC2, GATA2, GJA], GJC2,
HGF, HRAS, IKBKG, KIF11, KRAS, LZTR1, MAP2K1, MAP2K2, NF1, NRAS, NSDI, PMM2, PPPICB,
PTPNI1, PTPN14, RAF1, RASAI, RIT1, SHANK3, SHOC?2, SOS1, SOS2, SOX18, SPREDI, TSCI1, TSC2,
VEGFC

CRORCRON
o Gl



PANEL ADI

Primer Over Yetmezligi Paneli

Primer Siliyer Diskinezi Paneli

Pulmoner Panel

Rasopati - Boy Kisaligi -
Nérokutan Hastaliklar Paneli

Retinitis Pigmentosa Paneli

Ribozomopati - Fanconi
Anemisi - Bloom Sendromu
Paneli

Serebellar Hastaliklar Paneli

Tiroit ve Paratiroit Hastaliklari
Paneli

Kemik iligi Kan FFPE  Taze Donmug

SRols)s

GEN ICERIGI

AARS2, ATM, BLM, BMP15, BMPR1B, BUBIB, CLPP, CYP19Al, DIAPH2, EIF2B2, EIF2B4, EIF2B5,
FANCA, FANCC, FANCG, FANCM, FIGLA, FOXL2, FSHB, FSHR, GALT, GDF9, HARS2, HSD17B4,
LARS2, LMNA, MCM9, NOBOX, NOG, NR5AI, NUP107, PGRMCI1, PMM2, POF1B, POLG, POU5F],
PSMC3IP, RCBTB1, RECQL4, SOHLHI, WRN

ACVR2B, ADGRVI1, AGPAT2, BSD2, BBS], BBS2, C20rf71, C50rf42, CC2D2A, CCDC103,
CCDCI14, CCDC28B, CCDC39, CCDC40, CCDC65, CCNO, CDH23, CEP164, CEP290, CEP4],
CFTR, CLRNI, CRBI1, CRELD1, CRX, DNAAF1, DNAAF2, DNAAF3, DNAAF4, DNAAF5, DNAHT],
DNAHS5, DNAIT, DNAI2, DNALI, DYNC2HI, GAS2L2, GAS8, GDFI, GLIS2, GUCY2D, HYDIN, HYLSI,
IFT43, IFT80, KIF7, LCA5, LEFTY2, LRRC6, LZTFLI, MKKS, MKS1, NME8, NODAL, NPHP1, NPHP3,
NPHP4, OFD], PIHID3, RD3, RDH12, RPE65, RPGR, RSPH1, RSPH3, RSPH4A, RSPH9, SDCCAGS,
SPAGI, SPATA7, TCTNI, TCTN2, TMEM138, TMEM216, TMEM231, TMEM237, TMEM67, TOPORS,
TRIM32, UMOD, USHIC, USH1G, WDPCP, WDR19, WDR35, WHRN, ZIC3, ZNF423

ABCA3, ABCC8, ACVRLI, AP3BI, AQP1, ASCLI], BMPRIB, BMPR2, CAV1, CCDC39, CCDC40,
CFTR, CHAT, CHRNAI, CHRNBI, CHRND, CHRNE, COLQ, CSF2RB, DKC1, DNAAFI, DNAAF2,
DNAHI1, DNAH5, DNAH9, DNAII, DNAI2, DNALI], DOCKS8, DTNBP1, EDN3, EFEMP2, ELN, ENG,
FBLN5, FBN1, FLCN, FOXF1, GAS8, GDF2, GDNF, GLRAI, HPS1, HPS3, HPS4, HPS5, HPS6, ITGA3,
KCNAB, KCNK3, MECP2, NF1, NFU1, NKX2-1, NME8, NOP10, NOTCH3, PARN, PHOX2A, PHOX2B,
POLDI, RAPSN, RASAI, RET, RSPHI1, RSPH3, RSPH4A, RSPH9, RTELI, SARS2, SCN4A, SCNNIA,
SCNNIB, SCNNIG, SERPINA1, SFTPA2, SFTPB, SFTPC, SLC34A2, SLC6A5, SLC7A7, SMAD4,
SMADY, SMPD], SOX17, STAT3, STRAG, TBX4, TERT, TINF2, TSC1, TSC2, ZEB2

ANKRDII, BRAF, CBL, CCDCS8, CDKNIC, CEP57, CUL7, ENG, FGDI, HRAS, IGF], IGFIR, IGF2,
IGFALS, KRAS, LZTR1, MAP2K1, MAP2K2, NF1, NF2, NRAS, OBSLI, PIK3R1, PLAG1, PPPICB, PTPNI],
RAF], RIT1, RRAS2, SHOC2, SHOX, SMAD4, SOS1, SOS2, SPRED1, SPRED2, SRCAP, STAT5B, TSC],
TSC2, VHL

AGBL5, AMACR, ARHGEF18, ARL2BP, C20RF71, CLN3, CNGA1, CNGA3, CNGBI1,CIB2, DHDDS,
DYNC2H], EYS, FAMI61A, HGSNAT, IDH3B, IFT172, KIZ, KLHL7, MAK, NRL, PDEGA, PDE6C, PDE6G,
POMGNTI, PRCD, PRPF3I, PRPF4, PRPF6, PRPF8, PRPS1, RBP3, REEPG, RGR, RP], RPIL], RP2, RP9,
RPE65, SNRNP200, TOPORS

BLM, BRCAI1, BRCA2, BRIP1, EPO, ERCC4, FANCA, FANCB, FANCC, FANCD2, FANCE, FANCF,
FANCG, FANCI, FANCL, FANCM, GATAI, PALB2, RAD51, RAD5I1C, RPLI, RPL35A, RPL36, RPL5,
RPS15, RPS17, RPS19, RPS24, RPS26, RPS7, SLX4, TSR2, XRCC2, SBDS, EMG1, TCOF1, BTD,
PDHAI, DKCI, BMS]I, USBI

AAAS, ABCB7, ABHDI2, ACBD6, ACO2, ADGRG], AFG3L2, AGTPBPI], ALDH5AI1, ANOIO, AP1S2,
APTX, ARSA, ASL, ATAD3A, ATCAY, ATG7, ATM, ATPIA3, ATP2B3, ATP8A2, B3GALNT2, BAGAT],
BBS1, CA8, CACNAIA, CACNAIG, CAMTAI, CASK, CHMPIA, CLCN2, CLN5, CLN6, COQ8A, CP,
CSTB, CYP27A1, DARS2, DDHD2, DHDDS, DKCI1, DLG4, DNAJC19, DNAJC5, DNMTI, DOCK3,
EBF3, EIF2B]1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, ELOVL4, EPM2A, EXOSC3, FA2H, FBXL4, FGF14,
FKRP, FKTN, FLVCRI, FOLR1, FRMD5, FXN, GFAP, GJC2, GMPPB, GOSR2, GRID2, GRM], GRN,
HEXA, HEXB, HMBS, ISPD, ITPR1, KCNAI, KCNA2, KCNC3, KCND3, KCNJ10, KCNN2, KIF1A,
LAMA], LARGE], LARS2, LETMI, MARS2, MINPP1, MMACHC, MRE1], MTFMT, MTTP, MVK, NHLRC],
NKX2-1, NPC1, NPC2, OPA1, OPA3, OPHNI, PAX6, PDYN, PEX16, PEX6, PLA2G6, PNKP, PNPLAG,
PNPTI, POLG, POLR3A, POLR3B, POMGNTI1, POMGNT2, POMTI], POMT2, PRKCG, PRNP, PRRT2,
PTF1A, RARS2, RELN, RNF170, ROBO3, RORA, SACS, SCNIA, SCN2A, SCN8A, SEPSECS, SETX,
SIL1, SLC17A5, SLCIA3, SLC2Al, SLC52A2, SLC9A6, SNAP25, SPG7, SPR, SPTANI, SPTBN2,
SQSTMI, SRD5A3, SUFU, SYNE], TBC1D23, TECPR2, TINF2, TMEMS5, TPP1, TSEN2, TSEN34,
TSEN54, TTBK2, TTC19, TTPA, TUBAIA, TUBB2B, TUBB3, TUBB4A, UCHLI, VLDLR, VRK1, WDR8],
WFSI, WWOX, XRCCI

AIRE, ALB, CDC73, CDKN1B, DUOX2, DUOXA2, FOXEI, GATAS, GLIS3, GNAS, HESX], IGSFI, IRS4,
1IYD, LHX3, LHX4, MEN1, NKX21, OTX2, PAX8, PDE4D, POUIF1, PRKARIA, PROPI, PTH, RET,
SECISBP2, SLC16A2, SLC26A4, SLC5A5, STX16, TBCE, TBLIX, TBXI, TG, THRA, THRB, TPO, TRHR,
TSHB, TSHR, TTR



PANEL ADI

Tubuler Renal Hastaliklar
Paneli

Klinik Ekzom Dizileme (CES)
TUm Ekzom Dizileme (WES)

Tum Mitokondri Genomu
Dizileme

X-iligkili Mental Retardasyon
Paneli

Yag Asidi Oksidasyon
Bozuklulari Paneli

GEN ICERIGI

ACE, ACTN4, APOLI, ATP6VOA4, ATP6VIBI1, AVPR2, BSND, CA2, CASR, CD2AP, CLCNI, CLCNS5,
CLCNKA, CLCNKB, CLDNI16, CLDN19, CNNM2, COL4A3, COL4A4, COL4A5, CTNS, EGF, EYA],
FXYD2, GDNF, HNFI1B, INF2, KCNJ1, LMX1B, MYH9, MYOIE, NPHS1, NPHS2, PAX2, REN, RET,
SCNNIB, SCNNIG, SLC12A1, SLC12A3, SLC4AI, SLC4A4, SLC5AI, SLC5A2, TRPC6, UMOD, WTI

Gen igerigi icin sayfa sonundaki QR kodu taratiniz.
Gen igerigi icin sayfa sonundaki QR kodu taratiniz.

chrM

ABCDI, ACSL4, AFF2, AP1S2, ARHGEF6, ARHGEF9, ARX, ATPGAP2, ATP7A, ATRX, BCOR, BRWD3,

CASK, CDKL5, CUL4B, DCX, DKCI1, DLG3, ELK]1, FANCB, FGDI, FLNA, FTSJ1, GDII, GK, GPC3,
GRIA3, HCCS, HPRT1, HSD17B10, HUWE], IDS, IGBP], ILIRAPLI, KDM5C, KIAA2022, KLF8, LICAM,
LAMP2, MAGT1, MAOA, MBTPS2, MECP2, MED12, MID1, MTMI1, NDP, NDUFAI1, NHS, NLGN3,
NLGN4X, NSDHL, NXF5, OCRL, OFDI, OPHN]I, OTC, PAK3, PCDH19, PDHAI, PGKI, PHF6, PHF8,
PLP1, PORCN, PQBP1, PRPS1, RAB39B, RPLI0, RPS6KA3, SHROOM4, SLC16A2, SLC6AS8, SLCIAG,
SMCIA, SMS, SOX3, SYN]1, SYP, TIMM8A, TSPAN7, UBE2A, UPF3B, ZCCHCI12, ZDHHCI5,
ZDHHC9, ZNF711

ABCCS8, ABCD4, ACADS, ACADSY, ACADL, ACADM, ACADS, ACADSB, ACADVL, ALDHI18A],
ALDH5A], ARG], ASL, ASS1, BCKDHA, BCKDHB, CPSI1, CPT1A, CPT2, DBT, DLD, ETFA, ETFB,
ETFDH, FADD, GCDH, GIF, GLUL, GNMT, HADH, HADHA, HADHB, HCFCI, HLCS, HMGCL,
HMGCS2, HSD17B10, IDH2, IVD, L2HGDH, LPIN1, MCCCI1, MCCC2, MMAA, MMAB, MMACHC,
MMADHC, MUT, NAGS, NBAS, OAT, OPA3, OTC, PC, PCCA, PCCB, PDHAI, PPARG, SERAC],
SLC22A5, SLC25A13, SLC25A15, SLC25A20, SLC7A7, SUCLA2, SUCLG], SUGCT, TAZ, TCN2,
TMEM70, UMPS

WES Gen Listesi
icin tarayiniz.

CES Gen Listesi
icin tarayiniz.
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Kemik iligi Kan FFPE  Taze Donmu§




TEK GEN TEST LiSTESI

- TEST ADI

ABCAI Gen Dizi Analizi

Hiperinsulinemik Hipoglisemi Tip 1

X iligkili Adrenolékodistrofi

ADK Gen Dizi Analizi

Spinoserebellar Ataksi Tip28

Alfa Fetoprotein Eksikligi

Primer Hiperoksaluri Tip 1

AHCY Gen Dizi Analizi

Fruktoz intoleransi

Hipofosfatazya

Herediter Sferositoz

Adenomatéz Polipozis Koli

Nefrojenik Diabetes insipidus

Aril SUlfataz A Eksikligi (Metakromatik Lékodistrofi)
ASS1 Gen Dizi Analizi

Ataksi Telenjiektazi Hastaligi

ATP1A2 Gen Dizi Analizi

ATP6V0A4 Gen Dizi Analizi

Wilson hastaligi (ATP7B Geni Dizi Analizi)
Ailesel Meme/Over Kanseri

Biotinidaz Eksikligi

CACNAIA Gen Dizi Analizi

Ailesel izole Hipoparatiroidizm
Homosistinuri, Sistatiyonin Beta-Synthase Eksikligine Bagl
Multipl Endokrin Neoplazi Tip 4

AML

Atipik Hemolitik Uremik Sendrom

Kistik Fibrozis

COL4A1 Gen Dizi Analizi

Karnitin Palmitoil Transferaz Eksikligi
Rubinstein-Taybi Sendromu 1
Piknodizostosis

17 Alfa Hidroksilaz/17, 20-Liyaz Eksikligi
21 Hidroksilaz Eksikligi

Hiperkalsemi, infantil

Serebrotendinéz Ksantomatozis, CTX
Bietti Kristalin Kornea-Retinal Distrofisi
Pendred Sendromu

Duchenne Muscular Dystrophy
5-Fluorourasil Toksisitesi-DPYD (DPD) Hedef Mutasyon Analizi (3 Mutasyon)
Siklik Nétropeni

Kondrosarkom

Faktor 7 Eksikligi

Faktor 8 Eksikligi

Marfan Sendromu

FBP1 Gen Dizi Analizi

FGFR2 TUM GEN Dizi ANALIzi

FGFR3 iligkili iskelet Displazi (FGFR3)
Frajil X Sendromu

FOXC2 Gen Dizi Analizi

Blefarofimozis Epikantus inversus Pitozis Tip 1 ve Tip2
Friedreich Ataksi

Glukoz-6-Fosfat Dehidrogenaz Eksikligi (G6PD Geni Dizi Analizi)
Galaktozemi

X’e Bagl Trombositopeni ile Birlikte Beta Talasemi
Emberger Sendromu

Gaucher

GCK Gen Dizi Analizi

Kismi Baylime Hormonu Duyarsizhgi
Konjenital Sagirlik

Fabry Sendromu

GNAQ Gen Dizi Analizi

GNAS Gen Dizi Analizi

GNMT Gen Dizi Analizi

Bernard-Soulier Sendromu Tip Al ve A2
Bernard-Soulier Sendromu Tip B
Hemokromatozis Tip 2B

Otozomal Resesif Agir Konjenital Nétropeni (HAX1 Geni Dizi Analzi)
Talasemi Alfa

Talasemi Beta

Talasemi Delta

Hemokromatozis

MODY 3

GEN ADI

ABCAIl
ABCC8 SURI
ABCDI
ADK
AFG3L2
AFP
AGXT
AHCY
ALDOB
ALPL
ANKI1
APC
AQP2
ARSA
ASS]
ATM
ATP1A2
ATP6VOA4
ATP7B
BRCA1 ve BRCA2
BTD
CACNAIA
CASR
CBS
CDKNIB
CEBPA
CFH
CFTR
COL4AI1
CPT2
CREBBP
CTSK
CYP17A1
CYP21A2
CYP24A1
CYP27A1
CYP4V2
DFNB4-SLC26A4
DMD
DPYD
ELA2
EXTI1

F7

F8

FBNI
FBP1
FGFR2
FGFR3
FMRI1
FOXC2
FOXL2
FXN
G6PD
GALE
GATAI
GATA2
GBA
GCK
GHR
GJB2
GLA
GNAQ
GNAS
GNMT
GP1BA
GP1BB
HAMP
HAX1
HBAI&HBA2
HBB
HBD

HFE
HNF1A



TEST ADI

MODY 5

Hiperoksaluri, Primer, Tip 3

Charcot Marie Tooth (CMT) Tip 2S
inkontinentia Pigmenti

IL6 (interlékin ) Gen Dizi Analizi
Lenfoproliferatif Sendrom

JAGI Gen Dizi Analizi

C-KIT - KIT Gen Dizi Analizi

LAMA2 iligkili Muskuler Distrofi
Hiperkolesterolemi

Kombine Faktér 5 ve 8 Eksikligi

MATIA Gen Dizi Analizi

RETT SENDROMU

MEDI13L Gen Dizi Analizi

FMF Hastaligi (MEFV geni Dizi Analizi)
Multipl Endokrin Neoplazi Tip 1
Metilmalonik Asidemi ve Homosistinuri, Cb1C Tipi
Konjenital Amegakakaryositik Trombositopeni
Hiper IgD Sendromu

GRISCELLI SENDROMU TiP1
Nérofibromatozis 1

Norofibromatozis 2

NOTCHS3 GEN Dizi ANALIzi

Fenilketonari (PKU)

Parkinson Hastali@i Tip 2 (Juvenil)
PAX6 Gen Dizi Analizi

Mikrosefalik osteodisplastik primordial dwarfism Tip 2
Hipofosfatemi

Polikistik Bébrek Hastaldi Tipl
Polikistik Bébrek Hastalgi Tip2
Charcot Marie Tooth (CMT) Tip 1A
PPOX Gen Dizi Analizi

Hemofagositik Lenfohistiyositoz Tip 2
Spinoserebellar Ataksi Tip 14
Herediter Pankreatit

Basal Hucreli Karsinom

PTEN Geni Dizi Analizi

Noonan Sendromu (PTPNI1 Geni Dizi Analizi)
Kombine immuin Yetersizlik Sendromu
Retinoblastoma

Dravet Sendromu

Uzun QT Sendromu

SELENON Gen Dizi Analizi

Antitrombin 3 Eksikligi

Herediter Anjio6dem Tip 1 ve 2

SI Geni Tum Gen Dizileme

Distal Renal Tubuler Asidoz (0.D-O.R)
Lizinarik Protein intoleransi

Spinal Muskdler Atrofi

Spinal Muskuler Atrofi

Herediter Pankreatit

SPTBNI Gen Dizi Analizi

Hemofagositik Lenfohistiyositoz Tip 4
Velokardiofasial Sendrom/Di George Sendromu
TBX6 Gen Dizi Analizi

TMEMG67 Gen Dizi Analizi

Demire Direngli Demir Eksikligi Anemisi (IRIDA)-TMPRSS6 Segilmis Ekzon Dizi Analizi (Ekzon 13)

Otoinflamatuvar Sendrom

Distoni Tip 1

Li Fraumeni Sendromu Tip 1

TPMT Genotip Analizi (Tip 1,2, 3A, 3B, 3C)
TREX1 Gen Dizi Analizi

TRPM7 Gen Dizi Analizi
Trikorinofarengeal Sendrom Tip 1
Tuberoz Sklerozis

Spinoserebellar Ataksi Tip 11

Amiloidoz

Okulokutandz Albinizm Tip 1

Crigler Najjar Sendromu Tip 1ve 2 [ *Gilbert Sendromu
Hemofagositik Lenfohistiyositoz Tip 3
UNC80 Gen Dizi Analizi

ZIC3 Gen Dizi Analizi

GEN ICERIGI

HNFIB
HOGAI
IGHMBP2
IKBKG
IL6

ITK
JAGI
KIT
LAMA2
LDLR
LMANI1
MATIA
MECP2
MEDI3L
MEFV
MENI
MMACHC
MPL
MVK
MYO5A
NF1

NF2
NOTCH3
PAH
PARK2 (PRKN)
PAX6
PCNT
PHEX
PKDI
PKD2
PMP22
PPOX
PRFI
PRKCG
PRSSI
PTCHI
PTEN
PTPNII
RAGI
RBI
SCNIA
SCN5A
SELENON
SERPINCI
SERPINGI (CINH)
s
SLC4AI
SLC7A7
SMNI
SMN2
SPINKI
SPTBNI
STXII
TBX1
TBX6
TMEM67
TMPRSS6
TNFAIP3
TORIA
TP53
TPMT
TREXI
TRPM7
TRPSI
TSC1- TSC2
TTBK2
TTR

TYR
UGTIAI
UNCI13D
UNC80
ZIC3




MLPA Analizi ile Arastirilan Hastaliklar

Kullanilan Numune:

Kan (EDTA’l tip), Amniyon Mayii (Pistonsuz enjektér), Koryon Villus Biyopsisi (Besiyeri
icinde), Kordon Kani (EDTA'll tip), Fibroblast Ornegi (Besiyeri iginde)

Numune Kabul Zamani:

Her giin mesai saatleri igcerisinde numune kabull yapiimaktadir.

Sonug Verilme Zamant:
=2 ay

MLPA

MLPA, Ailesel Non-Polipozis Kolorektal Kanser Analizi
(HNPCC) (MLHI, MSH2 geni delesyon duplikasyon)

MLPA, BRCAI

MLPA, BRCA2

MLPA, CFTR

MLPA, CMT (PMP22 geni igin)
MLPA, CYP21A2 (MLPA - KAH)

MLPA, DMD

MLPA, Marfan Sendromu Analizi
(FBN1 geni delesyon duplikasyon)

MLPA, Norofibromatozis Analizi
(NF1 geni delesyon duplikasyon)

MLPA, SMA

MLPA-metilasyon spesifik,
Beckwith Wiedeman Sendromu

MLPA-metilasyon spesifik, PWS/AS
(Prader Willi ve Angelman Sendromu)

MLPA (Alfa Talasemi Delesyon Analizi)



Kapiller Elektroforez ile Arastirllan Hastaliklar

Kullanilan Numune:
Kan (EDTA’ll tip), Amniyon Mayii (Pistonsuz enjektér), Koryon Villus Biyopsisi (Besiyeri
icinde), Kordon Kani (EDTA'll tip), Fibroblast Ornegi (Besiyeri iginde)

Numune Kabul Zamant:
Her giin mesai saatleri igerisinde numune kabull yapiimaktadir.

Sonug Verilme Zamant:
Kantitatif floresan PCR icin yaklagik 10 gln
Diger tetkikler igin yaklasik 2 ay

Dizi Analizi
Konvansiyonel Sanger Dizileme, 2-5 reaksiyon

Akondroplazi Hastalig:
(FGFR3-G380R Varyant Analizi)

JAK2 GENi EKZON 12 MUTASYON ANALIZi
CALR (Calreticulin) Gen Mutasyon Analizi

FLT3 d835/ITD (TKD/ITD) Mutasyon Analizi

Fragman Analizi
Kimerizm (Kemik iligi nakli éncesi donér)
Kimerizm (Kemik iligi nakli éncesi hasta)
Kimerizm (Kemik iligi nakli sonrasi hasta)
Maternal Kontaminasyon
Kantitatif floresan PCR ile Anéploidi Analizi
Y Kromozom Mikrodelesyon Testi
Frajil X (FMR1 Geni CGG Uglu Tekrar Sayisi Analizi)
Friedreich Ataksisi (FXN Geni GAA Uglu Tekrar Sayisi Analizi)
Huntington Hastaligi (HTT geni CAG Uglii Tekrar Sayisi Analizi)

Myotonik Distrofi (DMPK Geni CTG Uglu Tekrar Sayisi Analizi)

Spinoserebellar Ataksi Tip 1-8 (ATXN1 ile ATXN8 arasi Ugli Tekrar Sayisi Analizi)



SAORS

Kemik iligi Kan FFPE

Real Time PCR ile Arastirilan Hastaliklar

Kullanilan Numune:
Kan (EDTA’l tip), Amniyon Mayii (Pistonsuz enjektér), Koryon Villus Biyopsisi (Besiyeri
icinde), Kordon Kani (EDTA'll tip), Fibroblast Ornegi (Besiyeri iginde)

Numune Kabul Zamant:
Her giin mesai saatleri igcerisinde numune kabull yapiimaktadir.

Sonug Verilme Zamani:
~1 ay

FMF Hastaligi (MEFV geni) Hedef Bélge/Mutasyon Analizi
Trombofili Paneli (en az Faktér 11-V-XIIl, MTHFR, PAI mutasyonlar)
Ankilozan Spondilit (HLA-B27)

Behget Hastaligi (HLA-B51)

Golyak Hastah@ (HLA-DQ2, HLA-DQ8)

JAK2 Geni V617F Mutasyon Analizi

BCR-ABLI (p190) Screening

BCR-ABLI ( p210) Screening

BCR-ABLI ( p230) Screening

Kantitatif t(15;17) PML-RARa Flizyon Geni

BRAF Geni (V600K-V600E) Mutasyon Analizi (Doku)

EGFR Geni (T790M, G719A ve G719X) Mutasyonu Analizi (Doku)
KRAS Mutasyon Analizi (Doku)

NRAS Mutasyon Analizi (Doku)



Bu brogUr merkezimizde uygulanan genetik testler hakkinda
bilgilendirme amaciyla hazirlanmisgtir. Test kapsamlari kronolojik
gelismelere paralel olarak dizenli gincellenmektedir. Test
gerekliligi ve elde edilecek raporlar klinik veriler ve genetik
danigmanlik gercevesinde degerlendirmelidir.

“Genetik tanida dogruluk-guven
bilimsel sorumluluk ilkesiyle...”

iletisim: Dokuz Eylul Universitesi 15 Temmuz Saglik ve Sanat Yerlegkesi / inciralti
35340-izmir

E-Posta: tibbigenetikdeu@gmail.com
E-Posta: genetiklob@deu.edu.tr

Telefon: 0232 412 22 22
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