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Objednavaci formular pre genetické vysSetrenie

Meno a priezvisko pacienta Meno a priezvisko lekara kod lekara
Datum narodenia rodné cislo Klinika / oddelenie kod PZS
Ev. adresa pacienta Adresa lekara
Telefon, fax, email pacienta Telefon, fax, emalil
Pohlavie Pacient je chory? Etnicky povod Cenova Ghrada Material & mnozstvo:
O Zenské O ano
O muzske O nie O priamo objednavatelom O EDTA krv O heparinova krv
: i i o B B 0O zaistena u poistovne O ster Ustnej sliznice O Plodova voda
Diagnéza Symptébmy  Predos$lé DNA-analyzy a nalezy O privatna O choriové kiky O iné:
Datum odberu vzorky:
Podpis & peciatka objednavatela
Pacient je uz v registri MedGene? Rodinni prislusnici st uz v registri MedGene?
O ano O ano
O nie O nie Datum

Suhlas pacienta / pacientky / (zakonného) zastupcu

Mojim podpisom potvrdzujem po predchadzajicom pouceni a pripadnom genetickom poradenstve, s vedomim méjho odvolacieho prava méj suhlas s
planovanou genetickou analyzou/-ami a s odberom k nej potrebnej vzorky.

Suhlasim s uloZenim vysledkov analyz v elektronickej, ako i pisomnej forme a s ich moznym pouzitim v anonymizovanej forme na vedecké Ucely /
publikacie .

Vysledky vySetreni nemusia byt podla pravneho predpisu po 10 rokoch zni¢ené, ¢im budu v pripade potreby aj po mojej smrti stat’ k dispozicii mojej
rodine.

VySetrovany material ostane uchovany po ukon€eni analyzy v laboratériu, ktoré analyzu previedlo.

Suhlasim s tym, Ze moje data m6zu byt v pripade potreby poskytnuté zdravotnej poistovni pre potreby vyuctovania.

V3etky udaje, ktoré som uviedol, ako aj vysledky vySetreni podliehaju zachovaniu lekarskeho tajomstva a bez méjho suhlasu nebudu poskytnuté tretej
osobe.

Mal/a som potrebny €as na rozmyslenie.

Toto vyhlasenie mézem kedykolvek odvolat bez uvedenia dévodu.

Suhlasim s uchovanim vysSetrovaného materialu za u¢elom kontroly vysledkov, potazne na nasledovné vysetrenia
O ano O nie
Suhlasim s uchovanim a pouzitim vySetrovaného materidlu na vedecké ucely (v anonymizovanej forme)
O ano O nie
Suhlasim s poskytnutim vysledkov nasledujucim lekarom: Suhlasim s poskytnutim vysledkov na nasledovne faxove Cislo:

Podpis pacienta/zakonného zastupcu Miesto a datum| |Podpis lekara/lekarky Miesto a datum
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Oc¢né ochorenia

O  Aniridia PAX6
O Ataxia-okulomotoricka Apraxia
O AOA1 APTX
O AOA2 SETX
[0 Anteriorna segmentalna dysgenéza PITX3
O Axenfeld-Rieger syndrom 1 PITX2
O Bardet-Biedl syndrém
O BBS1 BBS1
O BBS10 BBS10
O BBS12 BBS12
O BBS2 BBS2
O BBS6 BBS6
Epilepsie
O Absencna epilepsia infantiina GABRG2
O ADLTE LG
O ADNFLE
O CHRNA4
[m] CHRNB2
[m] CHRNA2
O Benigne familiame kice novorodencov
[m] KCNQ2
[m] KCNQ3
O  Benigne familiame kice deti SCN2A
O Epilepticka encefalopatia
O juvenilna, myoklonicka EFHC1
O vc&asneinfantiina 2 CDKL5

ooooo

ooo

oo

oo

Chorioidermia
Exsudativna vitreoretinopatia 1
Exsudativna vitreoretinopatia 4
Glaukéom
Katarakta
O posterior polar 1
O autozomalne-dominantna 1
O autozomélne-dominantna
O posterior polar 4
Kearns-Sayre syndréom
Leber kongenitalna amauréza
Leber atrofia n. optikus

O vé&asneinfantiina 5
O véasneinfantiina 9
O Lennox-Gastaut

Epilepsia, idiopatickéa generalizovana

Epilepsia, juvenilna myoklonicka
]
(]
]
Epilepsia, Pyridoxin-dependant
GEFS+ / Dravet syndrom
O
]
]

Syndrémy asociované s vyvojovymi vadami

46, XY zmena pohlavia 7
46, XY zmena pohlavia 3
Branchio syndrom
O BOS1
O BOS2
O BOS3
C syndrém
Kardio-facio-kutanny syndrom
O CFC
O CFC
Cohen syndréom
Cornelia de Lange syndrém
O CDLS1
O CDLS2
O CDLS3
O Costello syndrom
O CRASH syndrém

ooo

oo

oo

DHH
NR5A1

EYA1
SIX5
SIX1
CD96

BRAF
KRAS
COH1

NIPBL
SMC1A
SMC3
HRAS
L1CAM

Vyvoj pohlavia a fertilita

O CBAVD
O Millerov kanal, syndrém

CFTR
AHM

Kozné & zubné ochorenia

O  Albinizmus
O okulokutanny la
O  okulokutanny Il
O Amelogenesis imperfecta
O AllC
O AllIA1
Angioedém, dedicny typ |

oo

Dyschromatosis symm. hered. 1

TYR
OCA2

ENAM
KLK4

C1NH
ADAR

[}

ooooo

ooo

oo

oo

Defekt horménov hypofyzy

O

]

m]
Ivemark syndrém
Joubert syndrom
Kartagener syndrom
Kartagener syndrom
Lizenzefalia

O LISt

O LIs2

O LIS3

O LIS

O LISX2
MASA syndrom
Meckel syndrom 1
Miller-Dieker-Lizenzefalia

Defekt spermatogenézy
Swyer syndrom

Ektodermalna dysplazia

O anhidroticka

O anhidroticka

O hidroticka

O hypohidroticka

O hypohidroticka
Ektrodaktylia,ED a razstep pery
Benigny chronicky pemphigus

Hematologické ochorenia & trombopatie

Bernard-Soulier syndrém
Bernard-Soulier syndrém
Bernard-Soulier syndrém
Beta thalasémia

Faktor-1I deficiencia
Faktor-V deficiencia
Faktor-VII deficiencia

Oooooooo

GP1BA
GP1BB
GP9
HBB

F2

F5

F7

Oooooooo

Faktor-X deficiencia

Faktor-XI deficiencia

Faktor-XIl deficiencia

Fechtner syndrom

May-Hegglin anomalia
Neutropénie, tazka kongenitalna
PAI1 deficiencia

CHM
FzD4
LRP5
CYP1B1

EPHA2
BFSP2
MIP
PITX3

GUCY2D

STPANA1

PCDH19
MAPK10
CLCN2

CACNB4
GABRA1
CLCN2
ALDH7A1

GABRD
SCN1B
SCN1A

LHX4
GJA1 (Cx43)
INPP5E
DNAI1
DNAH5

PAFAH1B1
RELN
TUBA1A
YWHAE
ARX
L1CAM
MKS1
17p13.3

AZF
SRY

EDA
NFKBIA
GJB6
EDAR
EDARADD
TP63
ATP2C1

F10
F11
F12
MYH9
MYH9
WAS
PAI

ooo

Ooooooooooono oo ooo

oo

oo

ooono

ooooo
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Peters anomalia
Peters-Plus syndrom
Retinitis pigmentosa 1
RP1

RP13

RP14

RP18

RP3

RP4
Retinoschisis 1

oooooo

O
O
GLUT1-deficiencia
Myoklonicka epilepsia Lafora
O
O
MERRF
Myokl. ep. Unverricht / Lundborg
West syndrom

Opitz syndrom GBBB |
Polycystické ochorenie obliciek

O PKD1

O PKD2

O ARPKD
Rubinstein-Taybi syndrém 1
Seckel syndréom 4
Septoopticka dysplazia
Silver-Russell syndréom
Silver-Russell syndrom
Simpson-Golabi-Behmel syndréom 1
Smith-Lemli-Opitz syndréom
Smith-Magenis syndrom
Townes-Brocks syndrém
Treacher Collins syndrém
Tricho-rhino-phalangeal syndrom | & |1

Ciliarna dyskinéza 1
Ciliarna dyskinéza 3

Incontinentia pigmenti
Agenéza zubov

O selektivna 1

O selektivna 3
Odontoonychodermalna dysplazia
Oligodoncia-rakovina ¢reva, s.
Osler-Weber
Teleangiektazia, hemoragicka 2

Sebastian syndrom

Sickle cell anémia

Sferocytéza 4

Thrombasténia Glanzmann-Naegeli
Thrombozytopénia
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CYP1B1
B3GALTL

RP1
PRPF8
PRPH2
HPRP3
RPGR
RHO
RS1

GABRG2
PCDH19
GLUT1

EPM2A
EPM2B
MTTK
CSTB
ARX

MID1

PKD1
PKD2
PKHD1
CREBBP
CENPJ
HESX1
chrom. 7
11p15.5
GPC3
DHCR7
RAI1
SALLA1
TCOF1
TRPS1

DNAI1
DNAH5

IKBKG

MSX1
Pax9
WNT10A
Axin2
ENG
ALK1

MYH9
HBB
SLC4A1
ITGB3
WAS



Ochorenia srdca

Danon ochorenia

DiGeorge syndrom
Emery-Dreifuss MD 2/ 3
Dilatacna kardiomyopatia 1A

oooo

LAMP2
2q11.2
LMNA
LMNA

[}

Long QT syndrém
O LQTS2
O LQTS5
O LQTS6

Immunologické & reumatické ochorenia

O Afibrinogenémia, kongenitalna
]
[m]
]

O Agammaglobulinémia, X-chr.

O Nachylnost k bronchialnej astme

Mentalna retardacia

Angelman syndrom
Angelman syndrom
Cornelia de Lange syndrém

O CDLS1

O CDLS2

O CDLS3
DiGeorge syndrom
Fragiles X syndrém A
Fragiles X syndrém E
Lujan-Fryns syndrom
Mowat-Wilson syndrom

oono

ooooo

FGA
FGB
FGG
BTK
HNMT

15q11-q13
UBE3A

NIPBL
SMC1A
SMC3
22q11.2
FMR1
FMR2
MED12
ZFHX1B

[}

oooo

Hamofagocyticka lymfohistiocytéza
O FHL2
O FHL3
O FHL4
O FHL5
Hepatitida typ C
Odpoved na terapiu

Noonan syndrom
NS1

NS3

NS4

NS5

NS6

NS7

Partington syndrém
Pitt-Hopkins syndrom
Bilat. frontoparietalna polymikrogyria
Prader-Willi syndrom

oooooo

KCNH2
KCNE1
KCNE2

PRF1
UNC13D
STXM

STXBP2

IL28B

PTPN11
KRAS
SOS1
RAF1
NRAS
BRAF
ARX
TCF4
GPR54
15q11-913

Metabolické & endokrinne ochorenia / Metabolizmus tukov

O Abetalipoproteinémia MTP
O Adrenogenitalny syndrom
[m] CYP11B1
] CYP17A1
(] CYP21A2
[m] HSD3B2
O Ochorenie javorového sirupu
O b BCKDHA
O la BCKDHB
oo DBT
O Alpha-1-Antitrypsin / deficit Pl
O Amyloidéza, visceralna forma LYZ
O  Apolipoprotein E / deficit APOE
O Carnitinpalmitoyltransferaza I-deficit CPT1A
O Cerebrotendindzna xantomatéza CYP27A1
O Crigler-Najjar syndrom Typ | UGT1A1
O Cysticka fibréza CFTR
O Cystinuria SLC3A1
O Danon ochorenie LAMP2
O Diabetes mellitus, perm. neonatalny KCNJ11
O Epstein syndrém MYH9
O Fumaraza / deficit FH
O Galaktosémia GALT
O Gangliozidoza | GLB1
O Gilbert syndrém UGT1A1
O GLUT1 deficit GLUT1
O Glykogendza
o 2 GAA
o 4 GBE1
O 5 (McArdle) pygm
O HADH deficit HADH
O Hemochromatéza
O klasicka HFE
O Typ2 HAMP
O Typ3 TFR2
O Typ4 SLC40A1
Iné

oo

ooooo

OO0O0OO00O0O0O000O0O0O00O00O0O0O000

Hyperkalcémia, infantilna
Hypercholesterolémia

O dedi¢na

OB
Hyperferitinémia-katarakta syndrém

Hyperornithinémia-hyperammonémia SLC25A15

Hyperoxaluria 1
Hyperparatyreéza
Hypoparatyre6za

O

[m]
Koproporfyria
Laron nanizmus
Leukoenzefalopatia LBSL
Lipodystrofia 2
Medularne cysty obli¢iek 2
Methylmalonik aciduria a homocystintria
MODY 1
MODY 2
MODY 3
MODY 4
MODY 5
MODY 6
MODY 7
MODY 8
MODY 9
MODY 10
MODY 11
Morbus Fabry
Morbus Krabbe
MTHFR-Deficit
Mukopolysacharidéza

O MPSlh/s

O MPSIIB

O MPSIVA
Neuroferitinopatia

Cyp24A1

LDLR
APOB
FTL

AGXT
CASR

GCM2
PTH
CPOX
GHR
DARS2
LMNA
UMOD
LMBRD1
HNF4A
GCK
HNF1A
IPF1
HNF1B
NeuroD1
KLF11
CEL
PAX4
INS
BLK
GLA
GALC
MTHFR

IDUA
NAGLU
GALNS
FTL

[}

O
O

ooooo

ooo

ooo

ooo
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Velokardiofacialny syndrém

Hyper-IgE syndrom
Mannose-binding deficit Lektinu

Rett syndrém
Rett-like syndrom
Skrining subtelomérov
Williams-Beuren syndrom
XLMR

O Christianson

O Nascimento

Niemann-Pick ochorenie

O NPC1

O NPC2
Pankreatitida

O

]

Porfyria

O akutna intermitt.

O erytropoeticka
Propionacidémia

]

O
Pseudohypoaldosteronismus |
Pyridoxamin-5-Fosfat-Oxidasa deficit
Refsum ochorenie

]

O
SCHAD deficit
Stitna Zlaza, dyshormonogenesis

[

O 2A
Succinatsemialdehyddehydrogenaza-deficit
Thyroidhormon / rezistencia
Obezita

O

]

VLCAD deficit
Wilsonova choroba
Zellweger syndrom

POZOR: Nie vSetky nami ponukané analyzy su uvedené v tejto Ziadanke. Neuvedené gény/vysSetrenie prosime uviest' nasledne sem:
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22q11.2

STAT3
MBL2

MECP2
CDKL5

7q11.2

SIC9A6
UBE2A

NPC1
NPC2

PRSS1
SPINK1

HMBS
UROS

PCCA
PCCB
NR3C2
PNPO

PHYH
PEX7
HADH

SLC5A5
TPO
ALDH5A1
THRB

LEPR
LEP
ACADVL
ATP7B
PEX1



Multisystémové ochorenia

Alpers-Huttenlocher syndrom
Budd-Chiari syndrom

ooooo

Hermansky-Pudlak syndrém

ooooo

Svalové ochorenia

Carnitinpalmitoyltransferaza Il deficit
CHARGE syndrom; HALL-Hittner syndrom

POLG
JAK2

CPT2
CHD7

HPS1
HPS2
HPS3
HPS4
HPS7

O Emery-Dreifuss muskulara dystrofia 2, 3 LMNA

O Pletencova muskulara dystrofia
LGMD1A
LGMD1B
LGMD1C
LGMD2A
LGMD2B
LGMD2C
LGMD2D
LGMD2E
LGMD2F
LGMD2I
LGMD2K
LGMD2L
LGMD2N

OO0O00OOoO0oO0oOoooooo

MYOT
LMNA
CAV3
CAPN3
DYSF
SGCG
SGCA
SGCB
SGCD
FKRP
POMT1
ANO5
POMT2

Neurologické ochorenia

O Aicardi-Goutiéres syndréom 1 TREX1
O Amyloidna polyneuropatia TTR
O Amyotroficka lateralna skleréza 1
O ALS1 SOD1
O ALS2 ALS2
O ALS4 SETX
O ALS6 FUS
O ALS8 VAPB
O ALS9 ANG
O ALS10 TARDBP
O ALSM FIG4
O ALS12 PTN
O ALS14 VCP
O related ALS SPG20
O Arthrogryposis
O distal 1A TPM2
O distal 2A MYH3
O distal 2B TNNI2
O distal 2B TNNT3
O  Ataxia so selektivnym def. vitaminu E TTPA
O Ataxia-okulomotoricka Apraxia
O AOA1 APTX
O AOA2 SETX
O CADASIL NOTCH3
O CARASIL HTRA1
O Charcot-Marie-Tooth neuropatia
O CMT1A PMP22
O CMT1B MPZ
O CMT1C LITAF
O CMT1D EGR2
O CMT2A2 MFN2
O CMT2C TRPV4
O CMTX1 GJB1
O CMT1E PMP22
O Chorea Huntington HD
O Chorea Huntington like1 PRNP
O Dentato-rubro-pallido-luysian atrofia ~ ATN1
O Dysautonémia IKBKAP
O Dysténia 18 GLUT1
O Dystonia, DOPA-resp.; Segawa syndrém
[m] GCH1
] TH1

ooooooo

oo

oooano

ooooooo

OO0O00O000 OO0 o0OoOooog

Hutchinson-Gilford progéria
Keutel syndrém
Legius syndrom
LEOPARD syndrém
Lowe syndrom
McCune-Albright syndrém
Mitochondrialny deplecny s.
[m]
[m]

Muskuléama dystrofia-Dystroglykanopatia
Muskulama dystrofia Becker / Duchenne

O del/dup

O Seq.
Myasthenicky syndrom

O Apnoe asociovany

O ACh-Receptor deficit asociovany
Myoadenylat dezaminaza / deficit
Myotonicka dystrofia

O DM1

O DM2

Epizodicka ataxia

O EA1

O EA2

O EA5
Epizod. kinesiogénna dyskinézia 1
Facio-Londe syndréom
Friedreich ataxia
Frontotemporalna demencia

[m]

O
Gilles de la Tourette syndrom
Halervorden-Spatz ochorenie
HNPP
Hydrocefalus
Hyperekplexia
Hyperekplexia, autoz.-rec.
Hypokaliemicka periodicka paralyza

O

[m]

O
Infantiina neuroaxonalna dystrofia 1
LBSL
Leigh syndrom, COX deficit

LMNA
MGP
SPRED1
PTPN11
OCRLA1
GNAS

SUCLA2
POLG

POMGNT1

DMD
DMD
CHRNE
CHAT
RAPSN
AMPD1

DMPK
ZNF9

KCNA1
CACNA1A
CACNB4
PRRT2
C200rf54
FXN1

MAPT
GRN
SLITRK1
PANK2
PMP22
L1CAM
GLRA1
GLRB

CACNA1S
SCN4A
KCNE3
PLA2G6
DARS2
SURF1

Leukoenzefalopatia, difizna dedi¢na so

sferoidmi
Marinesco-Sjégren syndrom
MASA syndrém; CRASH syndrém

CSF1R
SIL1
L1CAM

Megalencefalia Leukoencefalopatia so

subkortikalnymi cystami
MELAS
Metachromaticka leukodystrofia
Migréna, dedi¢na hemiplegicka, 3
Myoklonicka dystonia
NARP syndrom
Neuroferitinopatia

MLC1

ARSA
SCN1A
SGCE
MTATP6
FTL

Neuropatia, dedi¢na senzoricka a vegetativna

O lla
O la
o v
Niemann-Pick ochorenie
o c1
O c2

HSN2
HSN1
NGFB

NPC1
NPC2

]
]
(]

ooo oo

oo

O
]

]
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Neurofibromatéza |
Neurofibromatéza Il
Waardenburg syndrém 1/ 3

Myotonia congenita Becker / Thomsen
Okulofaryngealna muskulama dystrofia
Spinalna muskulama atrofia 1-4
Spinobulbarna muskularna atrofia

Paramyotdnia kong. von Eulenburg
Parkinson ochorenie
O juvenilné
0o 8
Pelizaeus-Merzbacher ochorenie
Pendred syndrom
Progresivna externa oftalmoplégia
O 1
o3
Riesenaxonneuropatia
Hluchota
O 1A
O 1B
Spasticka paraplégia
O SPG2
O SPG3A
O SPG4
O SPG7
]
Spinocerebelarna ataxia
infantiina
SCA1
SCA2
SCA3
SCA6
SCA7
SCA8
SCA10
SCA11
SCA12
SCA13
SCA14
SCA17
autoz.-rec. s axonalnou neuropatiou
autoz.-rec 1
Tay-Sachs syndrém
Torzna dysténia, DYT1
Usher syndrom 1B

OOooOoooOoOoOooooooon
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NF1
NF2
Pax3

CLCN1
PABP2
SMN1
AR

SCN4A

PARK2
LRRK2
PLP1
SLC26A4

POLG1
C100RF2
GAN

GJB2
GJB6

PLP1
SPG3A
SPG4
SPG7
SPG11

C100RF2
ATXN1
ATXN2
ATXN3
CACNA1A
ATXN?
ATXNS
ATXNO
TTBK2
PPP2R2B
KCNC3
PRKCG
TBP
TDP1
SETX
HEXA
TOR1A
Myo7A
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Poruchy rastu a ochorenia skeletu

O Achondroplazia / Hypochondroplazia FGFR3
O Beare-Stevenson syndrom FGFR2
O Brachydaktylia

O B1 ROR2

O B2 NOG
O  Bruck syndrém 2 PLOD2
O Kampomelicka dysplazia SOX9
O Cherubizmus SH3BP2
O Chondrodysplazia punctata

O CDPX2 EBP

O CDPX ARSE

O rhizomelicka PEX7

O rhizomelicka GNPAT
O Cockayne syndrém

o A ERCC8

O B ERCC6
O Crouzon syndrém FGFR2
O  Currarino syndrom HLXB9
O Diastroficka dysplazia SLC26A2
O Duane-Ray Radial syndrom SALL4
O Dysplazia, epifyzarna mnohopoc. COMP
O Ehlers-Danlos syndréom i COL3A1
O Fuhrmann syndréom WNT7A
[0 Holoprosencefalia

[ ] SHH

O 4 TGIF

0o 5 ZIC2

Onkologické ochorenia

O Alagille syndrom 1 JAG1

O Alagille syndrom 2 NOTCH2

O Beckwith-Wiedemann syndrom CDKN1C
O KvDMR
[m] H19DMR
O 11p15.5

[0 Rakovina prsnika
[m] BRCA1
[m] BRCA2
[m] BRCA3

Multigénové vysSetrenia

Leiomyomatdza FH
CDH1

O Holt-Oram syndrém TBX5
O Jackson-Weiss syndrom FGFR2
O Kallmann syndréom

O KMS1 KAL1

O KMmS2 FGFR1

O KMS3 PROKR2

0O Kwms4 PROK2

O KMS5 CHD7

O KMS6 FGF8
O Kraniosynostéza

O FGFR2

] FGFR3
O Laron nanizmus GHR
O Larsen syndrom FLNB
O Leri-Weill dyschondroste6za SHOX/SHOY
O Loeys-Dietz syndrém

O LDS2B TGFBR2

O LDS2A TGFBR1
O Marfan syndrom FBN1
O  Miller syndrom DHODH
O Muenke syndrom FGFR3
O Mulibrey nanizmus TRIM37
O Mnohopocetné Pterygium syndrém

O letalny CHRNA1

O Escobar varianta CHRNG
O Rakovina hrubého ¢reva

] MSH2

m] MLH1

O MSH6
O Cowden ochorenie PTEN
O  Kutanny maligny melaném CDKN2A
O Denys-Drash syndrom WT1
m]
]

Rakovina zaludka

[0 Osteogenesis imperfecta

o on COL1A1
O olI2 COL1A2
O Pfeiffer syndrom
O FGFR1
O FGFR2
O Pseudoachondroplazia COMP
O Rachitis
O PHEX
O FGF23
[0 Rachitis, Vitamin-D-dependent
O 1A CYP27B1
O 2A VDR
O Robinow syndrom ROR2
O Schinzel Phocomelia syndrom WNT7A
O Silver-Russell syndrom chrom. 7
O Sotos syndrém NSD1
O Spina bifida a rel.
O VANGL1
O VANGL2
O Stive-Wiedemann syndrém LIFR
O Tanatoférna dysplazia typ1 FGFR3
O Thiopurin S-Metyltransferaza deficit TPMT
O Tricho-rino-falangealny syndrom | TRPS1
O Ulna-Mamma syndréom TBX3
O Rastovy hormon, deficit Il BTK
O MEN2a RET
O MENIIB RET
O Neurofibromatéza | NF1
O Neurofibromatéza Il NF2
O Peutz-Jeghers syndrom STK1M
O Rakovina $titnej zlazy NTRK1
O Tuberézna skleréza 1 TSC1
O Tuberdzna skleréza 2 TSC2
O Von Hippel-Lindau syndrém VHL
O  Wiskott-Aldrich syndrom WAS

O Amyotroficka lateralna skleréza
SOD1- SETX - FUS - VAPB - ANG -TARDBP -
FIG4 - OPTN - VCP - ALS2 - SPG20

O Epilepsia: GEFS+ / Dravet Syndrom
SCN1A - SCN1B - GABRG2 - GABRD - PCDH19

O Noonan syndréom
PTPN11 - NRAS - KRAS - SOS1 - RAF1 - BRAF1

O Adipositas
LEP - LEPR - MC4R - POMC - PPARG -
PCSK1 - SIM1 - MC3R - PYY - CARTPT - UCP3

0 Hemofagocyticka lymfohistiocytéza
PRF1 - UNC13D - STX11 - STXBP2

O Rakovina prsnika
BRCA1 - BRCA2 - RAD51C

O Marfan syndrom
FBN1 - TGBR1 - TGFBR2

O Pletencova muskularna dystrofia
O Dystrophin
O MYOT - LMNA - CAV3 - CAPN3 - SGCG -
SGCA - SGCB - SGCD
O DYSF - FKRP - POMT1 - ANO5 - POMT2

O Cornelia de Lange
NIPBL - SMC1A - SMC3 - UBE2A

O MODY 1-6
HNF4A - GCK - HNF1A- IPF1 - HNF1B - NEUROD1

O Polycystické ochorenie obliciek
PKD1 - PKD2 - PKHD1

O Ektodermalna dysplazia
EDA - EDAR - EDARADD - GJB6 - TP63 - WNT10A

O MODY 7-11
KLF11 - CEL - PAX4 - INS - BLK

Cytogenetika

O Karyotypizacia z lymfocytov (2-3 ml hep. krv)
O Karyotypizacia z plodovej vody (10-15 ml) ma

Rychlotest: 0 ano O nie
Tyzden tehotenstva:

AFP: O ano O nie
ACHE: O ano O nie

O Karyotypizacia z choriovych klkov (CVS)
O Karyotypizacia z pupoénikovej krvi (2-3 ml hep. krv)

array CGH

O arrayCGH 44k
O arrayCGH 105k
O arrayCGH 244k

O Karyotypizacia z koZnej biopsie
O Karyotypizacia z abortalneho tkaniva

Indikacia:

Vzorka zo diia:

O arrayCGH validacia
O arrayCGH custom array.........ccoceeeeieneenenieeeenenins

Indikacia:
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ACADVL
ADAR
AGXT
AHM
ALDH5A1
ALDH7A1
ALK1
AMPD1
ANOS
AP3B1
APOB
APOE
APTX
AR
ARSA
ARSE
ARX
ATN1
ATP2CA1
ATP7B
ATXN1
ATXN2
ATXN3
ATXN8OS
AXIN2
AZF
B3GALTL
BBS1
BBS10
BBS12
BBS2
BBS6
BCKDHA
BCKDHB
BFSP2
BLK
BRAF
BTK
C100RF2
CI1NH
C20o0rf54
CACNA1A
CACNA1S
CACNB4
CACNB4
CAPN3
CASR
CAV3
CD96
CDH1
CDKL5
CDKN1C
CDKN2A
CEL
CENPJ
CFTR
CHAT
CHD7
CHM
CHRNA1
CHRNA2
CHRNA4
CHRNB2
CHRNE
CHRNG
CLCN1
CLCN2
COH1
COL1A1
COL1A2
COL3A1
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Objednavaci formular pre genetické vysSetrenie

COMP
CPOX
CPT1A
CPT2
CREBBP
CSF1R
CSTB
CYP11B1
CYP17A1
CYP1B1
CYP21A2
CYP24A1
CYP27A1
CYP27B1
DARS2
DBT
DHCRY7
DHH
DHODH
DMD
DMPK
DNAH5
DNAI1
DYSF
DYT1
EBP
ED1
EDAR
EFHCA1
EGR2
ENAM
ENG
EPHA2
EPM2A
EPM2B
ERCC6
ERCC8
EYA1
F10

F11

F12

F2

F5

F7
FBN1
FGA
FGB
FGF23
FGF8
FGFR1
FGFR2
FGFR3
FGG

FH
FKRP
FLNB
FMR1
FMR2
FTL
FUS
FXN1
FzD4
GAA
GABRA1
GABRD
GABRG2
GALC
GALNS
GALT
GAN
GBE1
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GCH1
GCK
GCM2
GHR
GHRHR
GJA1
GJB1
GJB2
GJB6
GLA
GLB1
GLRA1
GLRB
GLUT1
GNAS
GNPAT
GP1BA
GP1BB
GP9
GPC3
GPR54
GRN
GUCY2D
HADH
HBB
HD
HESX1
HEXA
HFE
HLXB9
HMBS
HNF1A
HNF1B
HNF4A
HNMT
HPRP3
HPS1
HPS2
HPS3
HPS4
HPS7
HRAS
HSD3B2
HSN1
HSN2
IDUA
IKBKAP
IKBKG
IL28B
INPPSE
INS
IPF1
ITGB3
JAG1
JAK2
KAL1
KCNA1
KCNC3
KCNE1
KCNE2
KCNE3
KCNH2
KCNJ11
KCNQ2
KCNQ3
KLF11
KLK4
KRAS
KvDMR
L1CAM
LAMP2
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LIS1
LDLR
LEP
LEPR
LG
LHX4
LIFR
LITAF
LMBRD1
LMNA
LRP5
LRRK2
Lyz
MAPK10
MAPT
MBL2
MECP2
MED12
MEFV
MFN2
MGP
MID1
MIP
MKS1
MKKS
MLC1
MLH1
MNX1
MPZ
MSH2
MSX1
MTATP6
MTHFR
MTP
MTTK
MVK
MYH3
MYH9
MYO7A
MYOT
NAGLU
NEMO
NEUROD1
NF1
NF2
NFKBIA
NGFB
NHLRC1
NIPBL
NOG
NOTCH2
NOTCH3
NPC1
NPC2
NR3C2
NR5A1
NRAS
NSD1
NTRK1
OCA2
OCRL1
PABP2
PAFAH1B1
PAI
PARK2
PAX3
PAX4
PAX6
PAX9
PCCA
PCCB
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PCDH19
PEX1
PEX7
PHEX
PHYH

P

PIT1
PITX2
PITX3
PLA2G6
PLOD2
PLP1
PMP22
PNPO
POLG1
POMGNT1
POMT1
POMT2
POU1F1
PPP2R2B
PRF1
PRKCG
PRNP
PROK2
PROKR2
PROP1
PRPF8
PRPH2
PRRT2
PRSS1
PTEN
PTH
PTPN11
RAF1
RAPSN
RELN
RET
RHO
ROR2
RP1
RPGR
RS1
SALL1
SCN1A
SCN1B
SCN2A
SCN4A
SETX
SGCA
SGCB
SGCD
SGCE
SGCG
SH3BP2
SHH
SHOX/SHOY
SIL1
SIX1
SIX5
SLC2A1
SLC25A15
SLC26A2
SLC26A4
SLC3A1
SLC4A1
SLC5AS5
SIC9A6
SLITRK1
SMC1A
SMC1L1
sMc3

MedGene s.r.o. - Laboratérium lekarskej genetiky - Ondrejovova 30 - 821 03 Bratislava

OO0O00O0OO0OO0O0OO0O0O0OO0O0OO0O0O0OO0OO0OO0O0OO0O0OOO0O0OO0OO0OO0OO0O0OO0OO0OO0OO0OO0OOO0O0OO0OOOO0OO0O0ODO0OO0ODO0OO0OOO0OO0OOOO0OONOOOOOOooOan

SMN1
SOD1
SOS1
SOX9
SPG11
SPG3A
SPG4
SPG7
SPINK1
SPRED1
SPTAN1
SRY
STAT3
STK11
STX11
STXBP2
SUCLA2
SURF1
TARDBP
TBP
TBX3
TBX5
TCF1
TCF2
TCF4
TCOF1
TDP1
TFR2
TGFBR1
TGFBR2
TGIF
TH1
THRB
TNFRSF1A
TNNI2
TNNT3
TOR1A
TP63
TPM2
TPMT
TPO
TREX1
TRIM37
TRPS1
TRPV4
TSC1
TSC2
TTBK2
TTPA
TTR
TUBA1A
TYR
UBE2A
UBE3A
UGT1A1
UMOD
UNC13D
UROS
VANGLA1
VANGL2
VDR
VHL
WAS
WISP3
WNT7A
WT1
YWHAE
ZEB2
ZFHX1B
ZIC2
ZNF9



