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Clinica de Imunizagdo

Pt e Aot
Tempo de
Teste Entrega (dias Categoria
corridos)
|Exoma Completo 45 TODAS
' ' | Genética Médi
Array (SNP Array de Alta Densidade) 45 B
Neurclogia
Genética Medica
N lag|
Teste da Bochechinha 28 eurF: g
Endocrinologla
Nefrologia
Geneética Médica
Meurologia
Painel de Doencas Trataveis 28 g
Endocrinologla
Nefrologia
‘Sequenclamento Customizado 45 -——--
Pacote Painel- de Cancer de Mama e O\}arlc Hereditarios .? enes
379 J 30 Oncologia

+ MLPA BRCA1 + MLPA BRCAZ2

SEQUENCIAMENTO DE NOVA GERACAO (NGS)
. PARADIAGNOSTICODEDOENCASRARAS

T de Entrega »

Teste ‘l:?: s Categoria
Adrenocleucodistrofia (sequenciamento do gene ABCD1) . 45 . Oncologia
Amiloidase Familiar (sequenciamento do gene TTR) 30 Neurologla
Ataxia Telangiectasia (Sequenciamento do gene ATM) I 45 I MNeurologla
:::;13} Espinhal Progressiva (sequenciamento NGS de SMN1 apos I a5 I Neurologia
CADASIL [seguenciamento do gene NOTCH3) 45 Neurologia
Distrofla Muscular de Duchenne (sequenclamento do gene DMD) I 30 I Meurologla
Doenca de Wilson (sequenciamento do gene ATP7E) I 45 I Neurologla
Fibrose Cistica (sequenciamento do gene CFTR) 45 Genética Medica
Mucopolissacaridose Tipo VIl {sequenciamento do gene GUSB) I 30 I Genética Médica
:?JET,LE:;Z:;?;;:Mndldn para Imunodeficiéncias, Doengas 45 Enderitilagls
Painel de Anemia de Fanconl 45 Hematologia
Painel de Anemias Hereditarias I 45 I Hematologia
Painel de Aneurisma Adrtico I 45 I Cardiologia
Painel de Arritmias 45 Cardiologia
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Lista de exames genéticos — Kits de coleta

SEQUENCIAMENTO DE NOVA GERAGAO (NGS)
PARA DIAGNOSTICO DE DOENGAS RARAS

Painel de Ataxias (NGS)
|Painel de Autismo

Painel de Baixa Estatura

?Painel de Cancer Colorretal Hereditario

;Painel de Cancer de Mama e Ovario Hereditarios
Painel de Cancer de Préstata

iPaineI de Cancer Hereditario (Completa)

.Painel de Cancer Hereditario (Principais Genes)
;Painel de Colestase Cronica

:Painel de Craniosinostoses

:Painel de Defeitos de Beta-Oxidacio de Acidos Graxos
?Painel de Deméncias e Parkinson

;Painel de Diabetes Mcnogénico (MODY)

Painel de Discinesia Ciliar Primaria

'Painel de Dislipidemias

.Painel de Distonias

;Painel de Distrofias Musculares, Miopatias e Miastenia
:Painel de Distdrbios da Coagulagao

?Painel de Distdrblos da Funcdo Renal

;Painel de Doenca Policistica Renal

EPaineI de Doencas Auto-inflamatdrias

Painel de Doencas Esqueléticas
|Painel de Doencas Mitocondriais (DNA Nuclear e Mitocondrial)

Painel de Ehlers-Danlos e Cutis Laxa
{Painel de Endocrinopatias Neonatais
Painel de Epidermdlise Bolhosa

|Painel de Epilepsias
|Painel de Esclerose Tuberosa

;Painel de Feocromocitoma e Paraganglioma
-Pa'mel de Hemocromatose - |
;Painel de Hemofilias Ae B

.Painel de Ictiose e Displasia Ectodérmica

[Painel de Imunodeficiéncias (Principais Genes)

45
45

45
30
30
45
45
30
45
45
45
45
45
45
45
45
45
45
45
45
45
45

45

45
45
45
45

45

45
45
45
45
45

Neurologia

Genética Médica
MNeurologia

Endocrinologia
Oncologia
Oncnloéia
Oncologia
Oncologia
Oncologia

Gastroenterologia
Genética Médica
Neurologia
Neurologia
Endocrinologia
Ca"nr.diol.cgia
Cardiologia
Neurologia
Neurologia
Hematologia
Nefrologia
Nefroluéia
Hem aln]égla
Genética Médica

Genética Médica
Neurologia

| Gastroenterologia

Genética Médi&a
Endocrinolegia
Dermatologia
Neurologia

Genética Médica
MNeurologia

Oncologia
Hemalo]ﬁgla
Hem alnméla
Dermatologia

Hematolagia
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SEQUENCIAMENTO DE NOVA GERAGAO (NGS)
iPaineI de Imunodeficiéncias e Doengas Imunelagicas (Completa) . 45 : Hematolegia '
.Painel de Infertilidade Masculina l 45 l Endocrinologia
EPaineI de Leucodistrofias 45 I Neurologia
:Painel de Meningioma ' 45 Oncologia
:Painel de Miccardiopatias I 45 I Cardiologia
?Painel de Neoplasias Endocrinas l 45 Endocrinologia
Painel de Neurofibromatose 45 SeaSraretica
Neurologla
.Painel de Meuropatias I 45 I Neurologia
;Painel de Pancreatites 45 l Gastroenterologia
jPa.ine-l de Paraplegias Espasticas e Esclerose Lateral Amiotrofica ' 45 Neurologla
:Painel de Porfirias I 45 I Hematologla
?Painel de Retinopatias Hereditarias I 45 Oftalmologia
;Painel de Sindrame de Noonan e Rasopatias . 45 . Genética Médica
Painel de Sindrome Hemolitica-Urémica ' 45 | Nefrologia
iPaineI de Sindrome Nefrtica . 45 : Nefrologia
.Painel de Sindromes Clinicamente Reconhecivels I 45 I Genética Médica
;Painel de Stargardt 45 I Oftaimologia
:Painel de Surdez (GJB2/GJBE) ' 45 Otorrinolaringologia |
?Painel de Surdez Hereditaria (Expandido) I 45 I Otorrinolaringologia |
;Painel de Trombofilias I 45 Hematologla |
.Painel Expandido de Melanoma e Céncer de Pele . 45 : Oncologia
;Painel Expandido de Neoplasias Endécrinas I 45 I Endocrinologla
iGenntipagem de Varlante ou Gene (método escolhido pelo sistema) 45 I —
:Retlnc:-biastoma (seguenciamento do gene RBY) ' 30 Oncologia
:Sequenclamentn de BRCAI, BRCAZ e TP53 I 30 I Oncologia
:Sequenclamentn do Gene PTEN 30 S:Sg;’;;
;Sindmme de Angelman e Prader-Willl (metilagio) . 75 : Genética Médica
:Sindmme CHARGE (sequenciamento do gene CHD7) 45 I Genética Médica
' ' Genética Médica
|Painel para Sindrome de Marfan e Doencas Correlatas 45 Oftalmolagia
Cardiologia
Genética Médica
|Sindrome de Marfan (sequenciamento do gene FBN1) 45 Oftalmologia
Cardiologia
|sindrome de Rett (sequenclamento do gene MECP2) 45 SIS o ichen

Neurclogla
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SEQUENCIAMENTO DE NOVA GERAGAO (NGS)

PARA DIAGNOSTICO DE DOENGAS RARAS

|Triagem de Ponador de Mutacdes de Doencas Recessivas 45 Genética Médica

MLPA PARA DOENCAS RARAS

T de Entrega

Teste "[:E e Categoria
Atrofia Espinhal Progressiva (MLPA de SMNT e SMN2) . 20 . Neurclogla
Charcot-Marie-Tooth Tipo 1A e HNPP (MLPA de PMP22) 75 MNeurologia
Distrofia Muscular de Duchenne (MLPA do gene DMD) . 30 I Neuralogia
MLPA de APC . 45 I Oncologia
MLPA de ATM . 45 Oncelogia
MLPA de E;&P1 I 45 I Oncologia
MLPA de BRCA1 . 30 Onceologia
MLPA de BRCAZ . 30 I Oncologia
MLPA de BRIP1 . 45 I Oncologia
MLPA de CDH1 45 Oncologia
MLPA de CDK4 . 45 I Oncologia
MLPA de CDKN2A . 45 I Oncologia
MLPA de CHEKZ2 . 45 Oncelogia
MLPA de EPC.;!«M I 75 I Oncologia
MLPA de MEM1 . 45 Oncelogia
MLPA de MET . 45 I Oncologia
MLPA de MLH1 - 45 I Oncologia
MLPA de MSH2 45 Oncologia
MLPA de MSHG - 45 I Oncologia
:MLPA de MUTYH . 45 . On cnlcﬁia
.MLF‘A de PALB2 l 45 . Oncologia
iMLF‘A de PMS2 | 45 I Oncologia
:MLPA de PTEN | 45 Oncologia
|MLPA de RBE1 45 ' Oftaimologla
EMLPA de RET . 45 I Endocrinologia
;MLPA de SDHE l 45 I Oncologia
:MLPA de STKT . 45 . Oncologia
iMLPA de TP53 | 45 I On cnlaﬁia
-MLF‘A de WT1 . 45 - Oncologia
:Neumﬁbromamse tipa 1 (MLPA de NF1) . 45 I Genética Médica
-Neumﬁhremalcse tipo 2 (MLPA de NF2) . 45 I Genética Medica
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Clinica de Imunizagdo

Pt e Aot
MLPA PARA DOENGAS RARAS
Genetica Medi
'Sindrome de Alagille (MLPA de JAG1 ou regido 20p12) 75 Sy ek
Gastroenterologia
|Sindrome de Beckwith-Wiedemann (metilacdo de 11p15) 45 Genetica Medica
{Sindrome de Crl du Chat (MLPA da regido 5p15) 75 Genética Médica
|Sindrome de Delecdo 1p36 (MLPA da regido 1p36) 75 | Genética Médica
Sindrome de Langer-Giedion (MLPA da regido Bg24) 75 Genética Médica
|Sindrome de Miller-Dieker (MLPA da regido 17pi3) T5H Genética Medica
Sindrome de Phelan-McDermid (MLPA da regido 22q13) 75 Genetica Medica
Genética Médi
'Sindrome de Rett (MLPA de MECP2) 75 e
Neurologia
Sindrome de Rubinstein-Taybi (MLPA da regido 16p13) 75 Genética Médica
|Sindrome de Russell-Silver (metilagdo de 11p15) 45 Genetica Meédica
|Sindrome de Smith-Magenis (MLPA da regido 17p11) 75 Genética Médica
{Sindrome de Sotos (MLPA da regido 5q35) 75 Genética Médica
|Sindrome de WAGR (MLPA da regido 11p13) 7] | Genética Médica
Sindrome de Williams (MLPA da regifo 7g11.23) 75 Genética Médica
|Sindrome de Wolf-Hirschhorn (MLPA da regido 4p16) 5 Genética Medica
Sindrome Saethre-Chotzen (MLPA de TWIST1 ou da regido 7p21) 75 Genetica Médica
. Genética Médica
{Sindrome Velocardicfacial e DiGeorge (MLPA da regido 22g11) Hematologia
EXPANSAO DE REPETICOES PARA DOENCAS RARAS
Teste Tempo de Entrega (dias corridos) Categoria
|Ataxia de Friedreich (expanséo FXN) 75 Meurologla
JAtaxia Espinocerebelar Tipo 10
75 N legi
(expansdo ATXN10/SCATO) s
|Ataxia Espinocerebelar Tipo 3 -
Machado-Joseph (expansdo 75 Neurologla
|ATKMN3/SCAS)
|Ataxia Espinocerebelar Tipo 6 (expansao
75 N legi
CACNAIA/SCAS) s o
|Ataxia Espinocerebelar Tipo 7 {expansao
ATXNT/SCAT) 75 Neurologla
Ataxias Espi bel
|Ataxias Espinocerebelares por 75 Neurologia
Expansdes (SCA1, SCAZ, SCA3, SCAB)
iDistr:'.lﬂa Mioténica Tipe | - Steinert
75 Neuraologia
{expansdo DMPK) g
|Distrofia Miotanica Tipo Il (expansao 75 Neurologla
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Podosio o et
EXPANSAO DE REPETICOES PARA DOENGCAS RARAS
CNBF)
|Doenca de Huntington (expansdo HTT) ] Neurologia
\Doenca de Kennedy (expansio AR) 75 Neurologia
Esclerose Lateral Amiotraéfica (expansdo
5 N logi

‘C9arf72) AHESRS
\Hemofilia A (PCR de Inv22 e Invl) 75 | Hematologla
|Sindreme de Angelman e Prader-Willi 75 Genética Médica
([somente MLPA)
|Sind de Hi tilagdo Central -

indrome de Hipoventilacdo Centra 75 Natirblopi

|Ondine (expansao de gene PHOXZ2B)

Genética Médica

Sindrome do X-Fragil (expansdo FMR1 75
: o iep J Neurclogia

COMPOSICAO DOS PAINEIS

Teste Genes analisados

EAdrencieucndisuuﬁa

ABCDI (1
|(sequenciamento do gene ABCD1) M

\Amiloidose Famillar

sequenciamento do gene TTR) TR
[Ataxia Telangiectasia
' e ATM (1)
|{Sequenciamento do gene ATM)
|CADASIL (sequenciamenta do

NOTCH3 (1
igene NOTCH3) M
\Distrofia Muscular de Duchenne DMD (1)
[sequenciamento do gene DMD)
|Doenca de Wilson ATP7B (1)

|(sequenciamenta do gene ATPYB)

|Fibrose Cistica (sequenciamento

. CFTR (1
do gene CFTR) M

fMuccpoIIssacarlduse Tipo VI

GUSB (1
([sequenciamento do gene GUSE) M
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COMPOSICAO DOS PAINEIS

AZMLT ABCD4 ACD ACPS ADA ADAZ ADAMI7 ADNP AGA AICDA AIRE
AK2 ALGY ALG12Z AP1S3 AP3B1 ARMC4A ARPCIE ATGI6L1 ATM B2M BCL10
BCLME BELM BLNK BRCA1BRCAZ BRIP1 BTK BUB1B CI1QA CIGB C1QC CIR
C15 C2 C3 C5 C6 C7 C8A C8B CBarf37 CARDT CARD14 CARDS CASP10
CASP8 CAVINT CCBE! CCDC103 CCDCN4 CCDC151 CCDC39 CCDC4a0
CCDCe85 CCNO CD1s CD247 CD27 CD3D CD3E CD3G CD40 CD40LG
CD55 CD5S CD79A CDVSE CD81 CD8A CDCAV CDSN CDX1 CEBPE
CFAP298 CFAP300 CFB CFD CFH CH CFP CHAMP1 CHD1 CHD7 CITA
CLEC7A CLPB COGE COG7 CORO1A CR2 CREBBP CRIPT CSF3R CTCH
CTLA4 CTPS1 CXCR4 CYBA CYBB DCLREIC DEAF1 DEFB1 DHFR DKC1
DNAAFT DNAAF2 DMNAAF3S DMAAFY DNAAFS DMNAHT DNAHT DNAHS
DNAIN DNAIZ DNAJC2T DMNALT DNASEIL3 DNMT3E DOCK2 DOCKSE DRCY
5G1 EDA EFLY EGFR ELANE ELP1 EPGS ERCC2 ERCC4 ERCCELZ ETVE
EXTL3 F12 FADD FANCA FANCB FANCC FANCD2 FANCE FANCF FANCG
FANCI FANCL FANCM FAS FASLG FAT4 FBXL4 FCGR2C FCGR3A FCN3
FERMT3 FMO3 FOXMN1 FOXP3 FUT2 GEPC3 GALNS GASE GATA1 GATAZ
GATA3 GFI1 GS5 GTF2HS GUCY2C HAXT HELLS HGSNAT HTRIA HYDIN
ICOS IFIH1 IFNGR1 IFNGR2 IGHM IGKC IGLL1 IKBKB IKBKG IKZF1 IKZF2
IL10 IL10RA IL1ORE IL12B IL12RB1 IL1S IL1SRA ILT7A ILT/F ILT/7RA ILT/RC
ILIRLY ILIRN IL21 IL21R IL23A IL23R IL2RA IL2RG IL33 IL36RN IL7R IRAKI
IRAK4 IRF2BP2 IRF7 IRF8 IRGM ISG1S ITCH ITGB2 ITK IVD JAGNT JAK3
KMT2D KRAS LAMTORZ LAT LCK LEP LIG4 LPINZ LRBA LRRCE LRRC8A
LYST MADZ2L2 MAGT! MALT1 MANZ2B1 MANBA MC2R MCM4 MEFV MGP
MMAA MMAB MMACHC MOGS MPL MPO MS4AT MSN MTHFDT MUT MVK
MYDEE MYOSB MEN MCF1 NCF2 NCF4 NCS5TN NFASC MFE2L2 NFKB1
NFKB2 NFKBIA NGF NHEJ1 NHP2 NLRC4 MLRP1 NLRP12 NLRP2 MLRF7Y
NMES NOD2 NOP10O NRAS NSMCEZ ORAN OXCT1 PALE2Z PARN PCCA
PCCEB PEPD PGM3 PIHID3 PIK3CD PIK3R1 PLCGZ PMM2 PNP POLA1
PCLE PPPIR21 PRDM1 PRF1 PRKCD PRKDC PSEMEN PSMBS PSTPIPM
PTEN PTPRC RAB27A RAC2Z RADS0 RADST RADSIC RAGT RAG2 RASGRP1
RBCK1 RBMBA RELE RFWD3 RFXS5 RFXANK RFEXAP RNFN13A RNF1GE
RNF186 RNF31 RORC RPL1 RPL1S RPLI1E RPL26 RPL35A RPLS RPSI10
RPS17 RPS19 RP524 RPS26 RPS528 RPS529 RPST RPSA RSPH1 RSPH3
RSPH4A RSPHS RTELT SAMDS SAMDSAL SAMHD1SBDS SCNN1B SCNN1G
SDCCAGE SEMA3E SERAC! SERPINEZ SERPINGT SGPL1 SH2D1A SH3BP2
SKIVZL SLC29A3 SLC35A1 SLC35A2 S5LC35C1 SLC37A4 SLC3%9A4
SLC39A8 SLC46A1 SLK SLX4 SMARCAL1 SMARCD2 SNAIZ SP110 SPAGIT
SPATAS SPINKS SRPS4 SRP72 STAT1 STAT2 STAT3 STATSE STIM1 STE4
STN1 5TX1 STXBP2 TALDO1T TAP1 TAP2 TAPBP TAZ TBCE TBX1 TBXASI
TCF3 TCN2 TERT TFRC TGFB1 TGFB2 TGFB3 TINF2 TMEM173 THNFAIP3
THNFRSFMA TMNFRSFIZB TNFRSFI3C THNFRSFIA TP TRAC TRAF3IP2
TRMNT1 TRPS1 TSR2 TTC25 TTC37 TTCTA TYK2 UBEZT UMPS UNCTI9
UNCI3D UNG USB1 VIPAS39 WVPS513B WVPS33B VPS45 WAS WIPH
WRAPS3 XIAP XRCC2 ZAP70 ZBTB24 ZMYNDIO (436)

BRCA1 BRCAZ BRIP1 ERCC4 FANCA FAMCB FANCC FANCDZ2 FANCE
FAMNCF FANCG FANC| FANCL FANCM PALB2 RADS1 RADSIC S5LX4 (18)

Painel de Anemias Hereditarias HBE GE&PD SLC19A2 SBDS (4)

{Paine| Customizado Expandido
|para Imunodeficiéncias, Doencas
Autoinflamatorias e Ell

Painel de Anemia de Fancaoni
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COMPOSICAO DOS PAINEIS

ACTAZ2 BGN COL1AT COLIAZ COL3A1 COLBAY COLSA2 EFEMP2 FBELNS
|Painel de Aneurisma Aodrtico FBNT LCX MFAPS MYH1 MYLK PRKGT SKI SLC2A10 SMAD3 SMADG
TGFB2 TGFB2 TGFER1 TGFBR2 (23)

ABCCSY ACTNZ AKAPS ANKZ CACNAIC CACNE2 CALM1 CALMZ CALM3
CASQ2 CAV3 DES DPP6 DSC2 DSG2 DSP EMD GJAS GPDIL HCN4 JUP
KCNAS KCND3 KCNE! KCNEZ2 KCNE3 KCNH2 KCMNJ2 KCNJS KCNI
LMMA MYL4A NKX2-5 NPPA NUP155 PKP2 PLN PRKAGZ REM20O RYR2
SCNIB S5CN2B SCN3B SCN5A SMNTA1 TGFB3 TMEMA43 TNMI3 TNNTZ2
TRDN (50)

ABHD12 ACO2 AFG3L2 ANOIO APOB APTX ATCAY ATM ATPSA2 BEAN]
CACNAIA CACNAIG CACNB4 CCDC88C CLCN2 CLNS COQ2 COQSA
CYP27A1 DNMT1 EBF3 ELOVL4 FGF14 FLVCR1 FXN GOSR2 GRM1 [TPR!
KCNA1 KCNC3 KCND3 KCNJIO KIF1A LAGE3 LAMA1 MREN MTTP NPC1

|Painel de Ataxias (NGS) NPC2 NUPI07 NUP133 OSGEP PCNA PDSS1 PDSS2 PDYN PEX7 PHYH
PMPCA PNKP PNPLAG POLG PRKCG PTFIA RUBCN SACS SCN2A SETX
SIL1 SLCIA3 SLC2A1 SPG7 SPTBN2 SYNE! SYT14 TDP1 TGM6E TP53RK
TPP1 TPRKB TTBK2 TTPA TWNK TXN2 VLDLR WDR4 WDR73 WFSI
WWOX (79)

ADNP ANKRDN ARIDIE ASHIL AUTS2 CAMEK2A CHD2Z CHDE DDX3X
DYRK1A EHMT1 FOXP1 GRIA1 GRINZE HNRNPH2Z KMT2A KMT2C KMTSB

|Painel de Autismo MBDS MECP2 MED12 NAAIS NEXMIF NLGN3 NLGN4X PACS1 POGZ
PPMID PTCHD1 PTEN RPL10O SCN2A SETD2 SHANK! SHANK2 SYN1
SYNGAP1 TEL1XR1 TBR1 TRIO TRIP12 UBE3A (42)

ACAN ADAMTS10 ANKRD11 ATR BRAF CBL CCDCE CDC6& CDT1 CENFPJ
CEP152 CEPE3 CHD7 COL10A1 COL2AT COLSA1 COL9A2Z COMP CREEBP
CULY FBN1 FGFE FGFR1 FGFR3 GH1 GHR GHRHR GLI2 GLI3 GMAS HESX1

|Painel de Baixa Estatura HRAS IGF1 IGFIR IGF2 IGFALS IHH KRAS LHX3 LHX4 MAPZK1 NPPC
NPR2 NRAS OBSL1 ORC1 ORC4 ORCE& OTX2 PAPSS2 PCNT PITX2
POUIFT PREKARIA PROPT PTHIR PTPNT1 RAF1 REEPE SHOCZ SHOX SOS51
SOX3 S0OX9 SRCAP STATS5B XRCC4 (&67)

APC ATM BARD1 BLM BRCA1 BRCAZ BRIP1 CDHI CDK4 CDKN2A CHEK2
Painel de Cancer Colorretal EGFR EPCAM FANCC MEN1 MET MLH1 MSHZ MSHE MUTYH NBN NF1
Hereditario NF2 PALBZ PIK3CA PMS5S2 POLD1 POLE PTEMN RADSIC RADSID RB1
RECQL RET STK1 TP53 WT1(37)

APC ATM BARD1 BLM BRCA1 BRCAZ ERIP1 CDH1 CDK4 CDKN2A CHEKZ2
|Painel de Cancer de Mama e EGFR EPCAM FANCC MENT MET MLH1 MSHZ MSHE MUTYH NBN NF1
Owério Hereditarios NF2 PALB2Z PIK3CA PMS2 POLD1 POLE PTEN RADSIC RADSID RB1

RECQL RET STK11 TP53 WT1(37)

ATM BRCA! BRCAZ CDK12 CHEK1 CHEKZ FANCA MLH1 MSH2Z MSH&
PALB2 PM52 RADSIC (13)

|Painel de Arritmias

|Painel de Cancer de Prostata
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ACD AIP AKTT ALK ANKRD26 APC ARMCS ASCL1 ASXL1 ATM ATP4A ATR
AXINZ BAF1 BARD1 EDNF BLM BEMPR1A EPGM ERAF BRCAT BRCA2 BRIP1
EUB1IB CABLES1 CASP10 CASPS CBEL CDY0 CDCY3 CDH1 CDH23 CDK4
CDENIBE CDKNIC CDKNZ2A CEBPA CEPS7 CHEK2Z CREBBP CSF3R CTC1
CTNNAT CTNNB1 CTRS CYLD DDB2 DDX41 DICERT DIS3L2 DKC1 DLST
DNAICZ21 DNMT3EB DOCKE EDN3 EFL1 EGFR EGLMN1 EGLN2 EPAS1
EPCAM ERCC2 ERCC3 ERCC4 ERCCS ERCC6 ERCCEL2 ETVE EXTI EXT2
EZH2Z FAN1 FANCA FANCE FANCC FANCD2 FANCE FANCF FANCG
FANCI FANCL FANCM FAS FASLG FEXW7 FGFR1 FH FIBP FLCN FOXE1
GEPC GATA1 GATAZ GLMN GNAS GPC3 HCLS1 HIF3A HNF1A HNF1B
HOXB13 HRAS IPMEK JAGT JAKZ KDM1A KDM3B KIFIB KIT KLLN KRAS
LAPTMS LDAH LIG4 LZTR1 MAD2L2 MAGT1 MAP2KT MAP2K2 MAP3KI1

Painel de Cancer Hereditario Max MCM4 MDH2 MENT MET MITF MLH1 MLH3 MMP1 MNX1 MRET MSH2

(Completa) M5H3 MSHE MSR1 MTAP MUTYH MYCHN NBN NF1 NF2 NHP2Z NMEI
NOP10 NRAS NSD1 NTHL1 NTRKT NYNRIN OS59 PALB2Z PARN PAXS
PERM1 PDGFEB PDGFRA PDGFRB PHOX2B PIK3CA PMS2 POLDN POLE
POLH POT1 PPP2R3B PRF1 PRKAR1A PSMC3IP PTCH1 PTCH2 PTEN
FTPN11 RADS0 RADS1 RADSIC RADSID RADS4L RAFT RASAZ RASALT RBI
RBBPG RECQL RECQL4 RET RFWD3 RHBDF2 RMI2 RMNASEL RNF139
RRAS RSPO1 RTEL1 RUNX1 SAMDS SAMDSL SASH1 SBDS SDHA SDHAF2
SDHB SDHC SDHD SEC23E SERPIMA1 SETEP1 SH2B3 SH2DMA SHOC2
SLC25AM SLX4 SMADS SMARCA4 SMARCADT SMARCET SMARCE1 5051
SPRTN SRP54 SRP72 STAT3 STKN SUFU TERC TERF2IP TERT TET2
TEX15 TGFBR2 THSD1 TINF2 TMC6E TMCE8 TMEM127 TOP3A TP53 TPCN2
TRIM28 TRIPM3 TSC1 TSC2 UBE2T USPE VHL WAS WIPF1 WNT10A
WRAPS3 WRN WT1 WWOX XIAP XPA XPC XRCC2 ZNFE687 (257)

APC ATM BARD1 BLM BRCA1 BRCAZ BRIP1 CDH1 CDK4 CDKN2A CHEK2
|Painel de Cancer Hereditario EGFR EPCAM FANCC MEN! MET MLH1 MSH2 MSHE MUTYH NBN NF1
|{Principais Genes) NF2 PALB2 PIK3CA PMS2 POLD1 POLE PTEN RADSIC RADSID RB1

RECQL RET STKN TP53 WT1 (37)

ABCB11 ABCB4 ATPBB1 CFTR KIF12 LSR MYOS5E NR1H4 PPMIF SERPINA1
TJP2 USP53 VIPAS3S VP533B WDREB305 (15)

Painel de Craniosinostoses FGFR1 FGFR2 FGFR3 TWIST1 (4)

Painel de Colestase Cronica

[Painel de Defeitos de

{ : ACADM ACADVL CPT1A CPT2 HADHA HADHB SLC25A20
Beta-Oxidacdo de Acidos Graxos m

ABCD1 APP ARSA ATPI13AZ ATP1AZ ATPTB CHMP2B CSFIR CYP27A1
DCTN1 DNAJCE EIF4G1 FBXOT7 FUS GALC GBA GCH1 GFAP GLA GRN
[Ssisaius Dambnces s Pariran HEXA HTRAZ ITM2B LMNB1 LRRK2 MAPT NOTCH3 NPC1 NPC2 PANK2
PARKTY PINK1 PLAZ2GE PNKD POLG PPT1 PRKN PRKRA PRNP PRRT2 PSAP
PSEN1 PSEN2 SGCE S5LC2A1 SLCEA3 SNCA SPG1 SPR SQSTM1 TARDBP

TH THAP1 TOR1A TREM2 TYROBP UBQLN2 UCHL1 VCP VP535 (60)

ABCCSE APPLY BLK CEL EIF2AK3 GATAG GCK HNF1A HNFIB HNF4A INS
KCNJN KLF11 NEURCD1 NEUROG3 PAX4 PDX1 PLAGL1 PTFIA REX6
SH2B15LC19A2 SLC2A2 WFS1 ZFP57 (25)

|Painel de Diabetes Monogénico
(MODY)

Rua Senador Souza Naves, 294 — Sala 02 — Jardim Londrilar — Londrina-PR
(43) 3367-6706 — www.santagiannaimunizacao.com.br



Q
&
Gig’ﬁc’no Lista de exames genéticos — Kits de coleta

Clinica de Imunizagdo

Potlesso o ffet-

COMPOSICAO DOS PAINEIS

ARMC4 CCDC103 CCDCN4 CCDC151 CCDC39 CCDC40 CCDCeS CCNO
CFAP29E CFAP300 DMNAAFT DNAAF2 DNAAFI DNAAFA DMAAFS DNAHT

|Painel de Discinesia Ciliar Primaria [DNAHTT DNAHS DNAIT DNAIZ DNAJB13 DNALT DRC1 GASE8 HYDIN LRRCE
NMES PIHID3 R5PH1 RSPH3 RSPH4A RSPHS S5PAGT TTC25 ZMYNDI10
{35)

Painel de Dislipidemias LDLR PCSKS APOB LDLRAP (4)

ADCYS ANO3 ARG! ARSA ATM ATPIA3 ATPYVB CACMNAIE COLBAZ CP
GCDH GCH1 GNAL HPRT1 KCNMAT KCTD17 MRET PANK2 PCNA PLA2GE
PNKD PRKN PRKRA PRRT2 RELN SGCE SLC2A1 SLCGA3 S5PR TAF1 TH
THAP1 TIMMEA TOR1A TUBB4A WDR45 (36)

ACTA1 AGRN ANOS B3GALNTZ2 B4GAT1 BAG3 BIN1 CAPN3 CAV3 CFL2
CHAT CHEKB CHRNA1 CHRNB1 CHRND CHRNE CNTN1 COL6AT1 COLBA2
COL&eA3 COLQ CPT2 CRYAB DAG1 DES DMD DMNAJBE DNM2 DOK?Y
DPAGT! DPM1 DPM2 DYSF EMD FHL1 FKRP FKTN FLNC GAA GFPT1

Painel de Distrofias Musculares, GMPPE GNE HMRMNPA1 HNRNFPAZ2B1 IGHMBPZ ITGAY KETBD12 LAMAZ

|Miopatias e Miastenia LARGE! LDB3 LMNA MAGEL2 MATR3 MTM1 MUSK MYHY MYL2 MYOT
NEE ORAIN PABPN1 PLEC PMNPLAZ POMGNT1 POMGNT2 POMK POMT1
POMT2 PYGM RAPSN RXYLT1 RYR1 SELENON SGCA SGCB SGCD 5GCG
SQS5TM1 STIM1 TCAP TGFB1 TIAT TK2 TNNT1 TPM2 TPM2 TRIM32 TTN
VCP VMAZT YARSZ (91)

ACTN1 ANOE AP3B1 ARPCIE BELOCIS3 COL4AT1 COL4AZ DTNBP1 F10 F11
F12 F13A1 F13B F2 F5 F7 F8 F9 FGA FGB FGG FLN GFIB GGCX GP1BA

|Painel de Distonias

|Paine| de Distirbios da GPIBE GP& GPS HPS1 HPS3 HPS4 HPS5 HPS6 ITGA2 ITGAZ2B ITGB3
|Coagulacao LMANT MCFD2 NBEALZ2 P2RY12 PLAZ2G4A PLAT PLAU PREACG
RASGRP2 SERPIND1 SERPINE1 SLFN14 TEXAZR TEXAS! VKORC1 VWF

(52)

AQP2 ATPEVOA4 ATPEVIE! AVPRZ BSND CLCNKA CLCNKB CLDN1G
CLDNI9 CHNNM2 CTNS GLA KCNJ1 SCHN1A SCNNIB SCNNIG SLC12A1
SLCI12A3 SLCA4A4 TRPMG (20)

|Painel de Doenca Policistica Renal DNAJET DZIPIL GANAB NOTCH2 PKD1 PKD2 PKHDI (7)

ADAMIY ARPCIB CARD11 CDES EGFR FOXP3 IL10RA IL1ORE ILIRN IL36RN
ITCH LPIN2 MEFV MWK NLRC4 NLRP12 MLRP3 NOD2 PLCGZ PSTPIP
THFAIP3 TNFRSFIA (22)

Painel de Distirbios da Funcio
|Renal

Painel de Doencas
|Auta-inflamatarias
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ABL1 ACAN ACPS ACVR1 ADAMTSLZ AGA AGPS ALPL ALXT ALX3 ALX4
AMER1 ANKH ANOS ARCN1 ARSBE ARSE ASCCT ATPEVOAZ B3GALTGE
B3GAT3 B4GALT7 BGN BHLHAS BEMP1 BMPZ2 BMPER BMPRIB C12orf:7
CA2 CANT1 CASR CCDC2 CCN6 CDC45 CDCG CDKNIC CDT1 CEP120
CHSTN CHST3 CHSY1 CLCN7 COG1 COL10AT COLNAT COLMAZ COL1AT
COL1A2 COL2AT COLSAT COLSA2 COL9A3 COMP CREB3L1 CRTAP CTSA
CTSK CUL7 CYP26B1 CYP27B1 CYP2R1 CICNS DDR2 DDX58 DHCR24
DHODH DIP2C DLL3 DLX3Z DLXS5 DMP1 DVL1 DVL3 DYM DYMNC2H1
DYMNC2L11 EBP EDNRA EFNB1 EFTUD2 EHHADH EIF2ZAKS EIF4A3 ENPP1
ESCO2 EVC EVC2 EXT1 EXT2 FAMMIA FAM20C FAMSSC FBLN1 FBN1
FERMT3 FGF16 FGF23 FGF9 FGFR1 FGFR2 FGFR3 FIG4 FKBP1O FLNA
FLNB FN1 FNDC3B FUCAl1 FZD2 GALNS GDF3 GDF5S GDF& GJA1 GLB1
GLIT GLIZ GMNM GMAS GMPAT GNPTAB GNPTG GNS GORAB GPCE&
GPX4 GUSB HDAC4 HDACE HEST HGSMAT HNF4A HNRMPAT
HNRNPAZBT HOXAN HOXA13 HOXD13 HPGD HSPG2 ICK IDS IDUA IFIHT
IFITMS IFT122 IFT140 IFTT72 IFT43 IFT52 IFT80 IFT81 IHH IMPAD1 INPPL1
INTU IQCE KATEB KIAADS86 KIF22 LBR LEMD3 LFNG LIFR LMNA LMX1B

|Painel de Doencas Esgueléticas |LONP1 LRP4 LRPS LTBP3 MAFE MANZB1 MAP3K20 MAP3KY MATN3I
MEBTPS1 METPS2Z2 MCM3 MCMS MCM7 MECOM MECX1 MESP2 MMP13
MMP2 MMPS MNX1 MSX2 MYH3 MYO18E MYT1 NAGLU NANS NEK1 NEU1
NKX3-2 NOG NOTCH2 NPR2 NSDHL NTSE NUDT6 OBSL1 ORC1 ORC4
ORCE OSTM1 P3H1 P4HB PAMIE PAPSS52 PCGF2 PCNT PCYT1A PDE4D
PEXS PEX7 PHEX PIK3C2A PLEKHM1 PLOD2 PLS3 POLRIA POP1 POR
PPIBE PPP3CA PRG4 PRKARIA PTDSS1 PTHIR PTHLH PTPNNT PYCRI1
RAB33B REEPE RECOL4 RIN1 RIPPLY2 RMRP RMU4ATAC ROR2 RSPO2
RSPRY1 RUMNXK2 SBDS S5EC23A SEC24D SERPINF1 SERPINH1 SF3B4
SFRP4 S5G5H SH3PXD2B SHOX SIK3 SLC10AT SLCT7AS SLC26A2
SLC29A3 SLC34A1 SLC34A3 SLC35D1 SLC39A13 SLCOS5A1 SMAD4
'SMARCAL1 SNRPE SMNX10 SOST SOX9 SP7 SPARC SQSTM1 SUCO SULF
SUMF1 TECE TEX15 TBX3 TBX4 TBXE& TBXAS1! TCIRG1 TCTEX1D2
TENTEA TGFB1 TMCO1 TMEM256 TMEM3ZB TMFRSF114 THFRSFNB
'TNFSF11 TONSL TRAPPC2 TREM2 TRIPH TRIP4 TRPS1 TRPV4 TTC21B
TYROBP UMNC45A VCP VDR WDR1S WDR34 WDR35 WDREOD WNTI1
WNTI0B WNT3 WNTSA WNT/7A XYLT1 XYLT2 ZBTB16 ZMPSTE24 ZNF141
[ZNFB87 ZSWIMG (321)

AARSZ2 ACADS AIFMI APOPTT ATPSFIA ATPSFIE ATPARZ BCSIL BOLAS
ClZorf6S MICOS13 CIQBP CARS2 CHCHD10 COX10 COX14 COX15
COX20 COX6B1 CYC1 DARSZ DGUOK DNAZ EARS2 ECHS1 ELAC2
[FARS2 FASTKD2 FBXL4 FDX2 FDXR FOXRED1 GFER GFM1 GTPBP3
HADHA HADHB |BASY ISCA1 ISCA2 [SCU LIAS LIPT2 LRPPRC LYRM4
LYRM7 MARS2 MGME1 MPC1 MPV1Y MRPLZ MRPL44 MRPS16 MRPS2
Painel de Doencas Mitocondriais MRP522 MRP534 MRPS7 MSTO1 MT-ATP& MT-ATP8 MT-CO1 MT-CO2
(DMNA Nuclear e Mitocondrial) IMT-CO3 MT-CYB MT-ND1 MT-ND2 MT-ND3 MT-ND4 MT-ND4L MT-ND5
MT-ND& MT-RNR1 MT-TA MT-TC MT-TD MT-TE MT-TF MT-TG MT-TH
MT-TI MT-TK MT-TL1 MT-TL2Z MT-TM MT-TN MT-TP MT-TGQ MT-TR MT-TS1
MT-TS2 MT-TV MT-TW MT-TY MTFMT MTOC1 NARS2Z NDUFA1 NDUFAID
(NDUFAN NDUFAIZ NDUFAZ MDUFAS MDUFAF1 NDUFAFZ MDUFAFR3
NDUFAF4 NDUFAFS NDUFAFG NDUFBZ NDUFBE NDUFBS NDUFST
NDUFS2 NDUFS3 NDUFS4 NDUFS6 NDUFSY NDUFSE NDUFVT NDUFWV2
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NFU1 NUBPL OPA1 PCK2 PET100 PNPLA8B PNPT1 POLG POLGZ PUSI
RMND1 RMASEHT RRM2B SCO1 SDHA SDHAFT SDHD SFXN4 SLC25A26
SLC25A3 SLC25A4 SUCLAZ SUCLGT SUOX SURF1 TACO1 TANGO2
TARS2Z TIMMDCT TK2 TMEMI26E TMEMY70 TRIT1 TRMTIOC TRMTS TSFEM
TTC19 TUFM TWNK TXN2 TYMP UQCCZ2 UQCC3 UQCRB UGCRC2
UQCRQ VARS2Z WARS2 YARS2 (169)

ABCEN ABCE4 ABCCE ABCD1 ABCD4 ACADM ACADVL ACATI ADA
ADAMTSIZ AGL AICDA AK2 AKRIDM ALDHT7AT ALDOEB ALPL AMACR
APOAS APOCZ AQPZ ARG ARSA ARSB ASL ASS1 ATPEV0OA4 ATPEVIET
ATP7A ATP7EB ATP3E1 AVPRZ BAAT BCKDHA BCKDHE BCKDK BCL1O
BLMNK BSND BTD BTK CAD CARDN CASR CBS CD247 CD320 CD3D
CD3E CD3G CD40 CD40LG CD79A CD79B CDCAB CFTR CITA CLCNKA
CLCNKB CLDN1& CLDN19 CNNM2Z CORO1A CPS1 CPT1A CPT2 CTNS
CTPS1 CXCR2 CXCR4 CYBA CYBB CYP11B1 CYPNB2 CYP17A1 CYP27A1
CYP27B1 CYP2R1 CYP7A1 CYP7B1 DBT DCLREIC DDC DGAT! DLD DMD
DNAJCI2 DNAJC21 DOCKZ DUOXZ DUOXA2 EFL1 ELANE ETFA ETFE
ETFDH ETHE! F8 F9 FAH FBP1 FGA FLAD1 FOLR1 FOXAZ FOXE! FOXNI
FOXP3 GEPC GEPC3 GAA GALE GALK1 GALNS GALT GAMT GATAZ
GATM GBA GBE1 GCDH GCH1 GCK GFIt GGCX GJB2 GJB& GLA GLB1
GLIS3 GLUDT GOTZ2 GPIHBP1 GUSE GYS2 HADH HADHA HADHE HAX1
HBB HESX1 HLCS HMGCL HMGCS2 HPD HSD3B2 HSD3BY HYOU1 IDS
IDUA IFNGR1 IFNGR2 1GLL1 IGSF1 IKBKE IL12B IL12RE1 IL2RA IL2RG IL7R

|Painel de Doencas Trataveis INS INSR IRFE IRS4 IVD YD JAGNT JAK3 KCMNJT KCNJTT LAT LCK LCT
LHX3 LHX4 LIPA LMBRD1 LMF1 LPL LRRC8A MAGT! MALT1 MAP3K14
MC2R MMAA MMAE MMACHC MMADHC MOCS1 MPI MPL MPO MRAP
MTHFR MTR MTRR MTTP MUT MYDB8 MYH9S NAGLU MAGS NCF2 NCF4
NEUROG3 NHEN NKX2-1 NKX2-5 NNT NPC1 NPC2 NROB1 ORAIN OTC
OTX2 OXCT1 PAH PAXS PCBD1 PCCA PCCB PDXK PGM1 PHEX PHGDH
PHKA2 PHKB PIK3R1 PLPBP PNFP PNPC POUIF PRF1 PRKDC PROP1
PSAT1 PSPH PTPRC PTS PYGL QDPR RAC2 RAGI RAGZ RASGRP1 RE1
RFX5 REXANK RFXAP RORC SAMDS SBDS SCHN1A SCNNIB SCNMN1G
SG5H SH2ZDMA 51 SLC12A1 SLCI6A1 SLCI9AZ2 SLCI9A3 SLC22A5
SLC25A13 SLC25A15 SLC25A19 SLC25A20 SLC26A3 SLC26A4 SLC26AT
SLC27AS SLC2A1 S5LC2A2 SLC37A4 SLC39A4 SLC4A6A1 SLCE2A2
SLC52A3 SLCSAT SLCSAS SLCBAG SLCTAY SLCTAS SMNT SMPD1 S0X3
SPR SRPS54 S5TAR STAT1 STXT STXBP2 TANGOZ2 TAP1 TAP2 TAPEBP TAT
TBLTIX TCN2 TFRC TG TH THRA TJP2 TPK1 TPO TPP1 TRH TRHR TRPM&
TSHE TSHR TTPA TUBB1 UGTIAT UNCIZD UNG USP53 VDR VKORCI
VPS45 WAS WIPF1 XIAP ZAPTO (325)

ADAMTS2Z AEBP1 ALDHIBA1 ATPEVOAZ ATPEVIA ATPGVIE! ATPTA
|Painel de Ehlers-Danlos e Cutis E3GALTE B3GATZ BAGALTT7 CHST14 COLIAT COL1AZ2 COL3A1 COLBAT
Laxa COL5A2 EFEMP2 ELM FBELNS FKBP14 FLNA GORAEB GZF1 HRAS KIF22

LTBP4 PIK3R1 PLOD1 PPPICE PYCR1 RIN2 SLC2A10 SLC39A13 TNXE (34)

ABCCE8 CYPNB1 CYP17A1 DUCXA2 GCK GLIS3 GLUDT HADH INSR 1YD
KCNIN LHX4 NROB! PAXE POUNF1 PROPT SLC16AT1 SLC2A2 SLCEAS TG
THRA THRB TPO TSHB {25}

CAST CD151 COLT/AT COL7A1 DSP DST FERMT1 ITGA3 ITGAG ITGB4
KRT14 KRTS LAMAS LAMB3 LAMCZ2 PLEC TGMS5 (17)

|Painel de Endocrincpatias
Neonatais

Painel de Epidermdlise Bolhosa
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AARST ACERZ ADAM22 ADGRWV1 ADRAZB ADSL AIMP2 ALDHTAI ALG13
AMT AP3B2 ARHGEFS ARV1 ARX ASAHT ATP13A2 ATP1AZ ATPGVIA
ATP7A ATPS8AZ BRAF BRAT1 B5CL2Z CACNAlA CACHNAID CACNAIE
CACNB4 CASK CASR CCDC8BA CDKS CDKLS CERS1 CHD2 CHRNAZ
CHRNA4 CHRMB2 CLCN2 CLDNS CLN3 CLNS CLNG CLN8 CLTC CNMM2
CHPY3 CNTN2 CNTNAP2 CPAG CPLX1 CSTB CTSD CYFIP2 DCX DEAF
DENNDSA DEPDCS DHDDS DIAPHT DIP2A DLAT DMAJCS DMNM1 DOCKT
EEF1A2 EIF253 EMX2 EPM2A EXT2 FOLR1 FOXG1 FRRSIL GABBRZ
GABRAT GABRAZ GABRAZ GABRAS GAERB1 GABRBZ GABRE3 GABRG2
GAMT GATM GBA GCS5H GLDC GNAOT GOSR2 GPAAT GRIA4 GRINT
GRIN2A GRIN2B GRINZD GRMN HACE! HCN1 HECW2 HEXA HEXB
HNRNPU ICK IER3IP1IQSEC2 ITPA KANSLT KATNBT KCMAT KCNAZ KCNE1
KCHNCT KCNJ10 KCNMAT KCNG2 KCNQ3 KCNT1 KCNT2 KCTD17 KCTD3
KCTD7 LAMB1 LGI LIAS LMNB2 MBDS MDH2 MECP2 MED17 MEF2C
MFSDE MOCS1 MOCS2 NACCH NDE1 NECAP1 NHLRC1 NPC1 NPC2 NPRLZ2
NPRL3 NR4AZ MRXNT NTRK2 NUS1 OTUDGE PACS2 PAFAHIBT PCDH12
PCDH19 PDHA1 PDHX PDP1 PIGA PIGC PIGN PIGP PIGT PLAA PLCB1
PLPBPF PNKP PNPO POLG POLG2 PPP3CA PPT1 PRDM8 PRICKLEl
PRICKLEZ PRRT2 PTPN23 QARS1 RABTMA RBFOX1 RELN RHOBTBZ2
ROGDI RORE RPH3A RTMN4IP1 RTTN SARS1 SCARB2 SCN1A SCNIB
SCN2A SCN3A SCHNBA SCNSA SGCE SHH SIK1 SIX3 SLC12A5 SLC13ASL
SLC25A22 SLC2A1 SLC35A3 SLC45A1 SLCEAT SLCEAS SLCBAS SLCIASG
SMC1A SMS SNAP25 SNIPT SPATAS SPTANT SRPX2 ST3GAL3 ST3GALS
STRADA STXIB STXBP1 SUOX SYN1 SYNGAP1 SYNI 5ZT2 TBCID24
TBCD TCF4 TMTC3 TPP1 TRIC TSC1 TSC2 TUBATA UBAS UBE3A UFC
UFM1 VARST VRK2Z WASF1I WDR45B WWOX YWHAG ZEB2 (240)

Painel de Epilepsias

{Painel de Esclerose Tuberosa TSC1TSC2 (2)

Painel de Feocromocitoma e

{ i WVHL 5DHA SDHE SDHC SDHD SDHAF2 MAX TMEMI27 RET NF1(10)
Paraganglioma

|Painel de Hemocromatose HFE HFEZ2 HAMP SLC40A1 TFR2 (5)
|Painel de Hemofilias A e B F& F9 (2)

ABCA12 ABHDS ALDH3AZ ALOX12B ALOXEZ AP1S1 CDH1 CDH3 CLDN1
COGE CS5TA CYP4F22 DLX3 EDA EDAR EDARADD ELOVL4 ERCC2 FLG
{Painel de Ictiose e Displasia GJAT GIB2 GIB6 GRHL2 HOXC13 HR IFT122 IKBKG ITPR2 JUP KDF1
Ectodérmica KREMEN1 KRT1 KRT10 KRT14 KRT2 KRT74 KRT8S LIPN LOR MBTPS2 MSX1
NECTINT NECTIN4 NFKBIA NIPAL4 NLRP1 PKP1 PNPLAT POMP PRED1
SLCZ7A4 SMARCADT SNAP29 ST14 STS TGM1 TP&3 TWIST2 WNT104 (59)

ADA AICDA BLNK ETK CD247 CD3D CD3E CD3G CD40 CD40LG CD79A
CD79E CNTA CYBA CYBE DCLREIC ELANE FOXN1 FOXP3 GEPC3 GATA2
|Painel de Imunodeficiéncias GFIt HAXT IFNGR1IFNGR2 IGLLT IL12RB1 IL2RG ILYR JAK3 LRRCBA MAGTI
(Principais Genes) MPCO MYDB8 NCF1 NCF2 NCF4 NHEN ORAI PNP PRF1 PTPRC RACZ
RAG! RAGZ RFEXS REXANK REXAP SH2DMA STAT1 STX11 STXBP2 TAPI
TAP2 TAPBP UNC13D UNG WAS WIPF1 XIAP (60)
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AZMLT ABCD4 ACD ACPS ADA ADAZ ADAMIT ADMP AGA AICDA AIRE
AKZ2 ALGT ALGI2 AP3ET ARMC4 ARPCIE ATM B2M BCL1O BCLME BLM
BLNK BRCA1 BRCAZ BRIP1 BTK BUBIB C1QA C1QE C1QC CIR C15 C2 C3
C5 C& C7 CBA CBB CBorf37 CARD1 CARDS CASPIO CASPE8 CAVINI
CCEE1 CCDC103 CCDC14 CCDC151 CCDC39 CCDC40 CCDCE5 CCNO
CD19 CD247 CD27 CD3D CD3E CD3G CD40 CD40LG CD55 CDS9
CD79A CDV9B CD&81 CD8A CDCAY CDSN CEBPE CFAP298 CFAP300
CFB CFD CFH CF1 CFP CHAMP1 CHD1 CHD7 CHTA CLECTA CLPB COGE
COGY CORO1A CPN1 CR2 CREBBP CRIPT CSF3R CTC1 CTLA4 CTPS1
CXCR4 CYBA CYBE DCLREIC DEAF1 DHFR DKC1 DNAAFT DNAAF2
DNAAFE DNAAF4 DNAAFS DNAHT DNAHN DMNAHS DNAIT DNAIZ
DNAJC21 DNALT DNASEILS DNMT3B DOCK2 DOCKS DRCI1 DSG1 EFL1
EGFR ELANE ELP1 EPG5 ERCC2 ERCC4 ERCCEL2 ETVE EXTL3 Fi2 FADD
FAMCA FANCE FAMCC FANCDZ2 FANCE FANCF FANCG FANCI FAMCL
FANCM FAS FASLG FAT4 FBXL4 FCGR3A FCN2 FERMT2 FMO3 FOXNI
FOXP3 GBPC3 GALNS GASS GATAT GATAZ GFI1 G55 GTF2ZHS HAXI
HELLS HGSNAT HTR1A HYDIN ICOS IFIH1 IFNGR1 IFNGR2 IGHM IGKC
IGLLT IKBKE IKBKG IKZF1T IL10RA IL1ORE IL12B IL12RB1 ILT/F ILT7RA ILT7RC
ILIRN IL21 IL21R IL2ZRA IL2RG IL36RN IL7R IRAK4 IRF2BP2 IRF7 IRF8 15G15
ITCH ITGE2 ITK IVD JAGN1 JAK3 KMT2D KRAS LAMTOR2 LAT LCK LEP
LIG4 LPINZ LREA LRRCE LRRCBA LYST MADZL2 MAGT1 MALT1 MANZE1
MAMNBA MC2ZR MCM4 MEFY MGP MMAA MMAB MMACHC MOGS MPL
MPO M54A1 MSN MTHFD1 MUT MVK MYDE2 NBN NCF1 NCF2 NCF4
NFASC NFE2L2 NFKB1 NFKE2 NFKBIA NGF NHEJT MHP2 NLRC4 NLRP12
MLRP3 NMEE NOD2 NOPI0 NRAS NSMCEZ ORAI1 OXCT1 PALEZ PARN
PCCA PCCE PEPD PGM3 PIHID3 PIK3CD PIK3R1 PLCG2Z PMM2 PNP
POLAT POLE PPP1R21 PRF1 PRKCD PRKDC PSTPIP1 PTPRC RAB2Z7A RAC2
RADS0 RADS1 RADSIC RAG! RAGZ RASGRP1 RECK! RBEMEBA RELB
RFWD3 RFEXS RFEXANK RFXAP RMF113A RNF168 RNF21 RORC RPLT RPL1S
|RPL18 RPL26 RPL35A RPL5 RPS10 RPST7 RPS19 RPS524 RPS526 RPS28
RP529 RPS7 RPSA RSPH1 RSPH3 RSPH4A RSPHS RTEL1 SAMDS SAMDSL
ISAMHD1 SEDS SCHNIB SCNM1G SDCCAGE SEMA3E SERACT SERPINGI
SGPL1 SH2D1A SKIVZL SLC35A1 SLC35A2 SLC35CT SLC37A4 SLC39A4
'SLC39A8 SLC46A1 SLK SLX4 SMARCAL1 SMARCD2 SNAI2Z SPHI0 SPAG!
|SPATAS SPINKS SRP72 STAT1 STATZ STAT3 STATSB STIM1 STK4 ST
ISTX1 STXBP2 TALDO1 TAP1 TAP2 TAPBP TAZ TBCE TBX1 TBXASI TCN2
TERT TFRC TGFE3 TINF2Z TMEMI73 TNFAIPZ TMNFRSFI3B TNFRSF13C
| TNFRSFIA TP TRAC TRAR3IP2 TRNT1 TRPS1 TSR2 TTC25 TTC37 TTCVA
TYKZ2 UBE2T UMPS UNCTS UNCI3D UNG USB1 VIPAS3S VPS13B
WPS33B VPS45 WAS WIPF1 WRAPS3 XIAP XRCC2 ZAPVO ZETB24
[ZMYND10 (399)

VAKT ARMC2 AURKC CATSPER1 CATSPER2 CDCi4A CEP19 CFAP43
CFAP44 CFAPES CFTR DNAHT DNAHG DPY19L2 FANCM FSIP2 KLHL1O

|Painel de Infertilidade Masculina MEIOB MNANOST NR5A1 PMFBP1 QRICH2 SLC26AB SOHLH1 SOX8
ISPATAT6 SPINKZ2 SUNS SYCP3 TDRDS TEXT TEX1 TEX1S TSGAIO
USP9Y WDREE XRCC2 (37)

Painel de Imunodeficiéncias e
{Doencas Imunoldgicas (Completo)

|AARSZ ABCD1 ACOX1 ADAR AIMP1 ALDH3AZ2 ARSA ASPA ATP7A ATPTB

Painel de Leucodistrofi
el e \ATPAF2 BCAP31 BCSIL CLCNZ COL4AT COQ2 COQSA COQ9 COXIO

Rua Senador Souza Naves, 294 — Sala 02 — Jardim Londrilar — Londrina-PR
(43) 3367-6706 — www.santagiannaimunizacao.com.br



o®
Gi%ﬁon() Lista de exames genéticos — Kits de coleta

Clinica de Imunizagdo

Potlesso o ffet-

COMPOSICAO DOS PAINEIS

COX15 C5FIR CYP27A1 CYP2U1 CYP7B1 D2HGDH DARS1 DARS2 DGUOK
EARS2 EIF2B1 EIF2B2 EIF2B3 EIFZB4 EIF2BS ERCC2 ERCC3 ERCCH
ERCCE ETFDH FAZ2H FAMIZ6A FUCA1 GALC GBE1 GFAP GFM1 GJA1
GJC2 GLA GLB1 GM2A GTF2HS HEPACAM HEXA HEXE HSD17B4 HS5PD1
HTRAT LZHGDH LAMAZ LMNB1 MCOLN1 MLC1 MPLKIP MRP51& MTFMT
NDUFAF NDUFS1 NDUFS2 NDUFS4 NDUFS7 NDUFSE NDUFVINOTCH3
NPC1 NPC2 OCLN OCRL PEX1 PEX10 PEXTB PEX12 PEX13 PEX14 PEX16
PEX19 PEXZ2 PEX26 PEX3 PEXS PEX6 PEXY PHGDH PHYH PLP1 POLG
POLG2 POLR3A POLR3E PPT1 PRF1 PSAP PSATI RNASEHZA RNASEHZB
RNASEH2C RMASET2 RRM2B SAMHDM SCO1 SCP2 SDHA SDHAF SDHE
SLCIBA2 SLCI7AS SLC25A1 SLC25A12 SLC25A4 SOX10 SPART SPAST
SPGN SPG21 SPGV STXN STXBP2 SUCLAZ SUMF1 SURF1 TACO1 TREX1
TUBB4A TUFM TWNK TYMP TYROBP UNC13D ZFYVE26 (139)

|Painel de Meningioma ARMCS BAP1 LZTR1 PDGFB PTEN SMARCE1 SMARCET SUFU (8)

AARSZ ABCCE ABCCS ACADE ACADS ACADVL ACTATI ACTC! ACTNZ
ADCYS AGK AGL AHCY ALGT ALG12Z ALMS1 ALPK3 ANKSE APOPT1 ARSE
ATADZA ATPSFIE ATPAF2 BAG3 BCSIL BEMP2 BOLA3I BRAF BSCL2
C1aBP CACNAIC CALR3 CAVI CAVIN1 CENPE CEP19 CHKE CLICZ CLN3
COAS COAG COG2 COQ4 COX10 COX14 COXI5 COX20 COXEB1 COX7B
CPTiA CPT2 CRYAB CSRP3 D2HGDH DCAF8 DES DLD DMD DNAJCTS
DOLK DPM3 DPP& DSG2 DSP DTNA ECHS1 ELAC2 EMD EPGS EREB32
EYA4 FAH FASTKDZ FBXL4 FHL1 FIG4 FKRP FEKTN FLAD1 FLNC FOXRED1
FTO FUCA! FXN GAA GATAD1 GBE! GLA GLB1 GMPPE GNPTAB GNS
GPC3 GSN GTPBP3 GYS1 HADH HADHA HADHE HCCS HGSNAT HPSI
HRAS HSD17B10 IDH2 IDUA ITPA JPH2 JUP KCNE1 KCNH1 KCNJ2 KCNGH
LAMA4 LAMP2 LDB3 LIAS LMMA MAP2K1 MAPZK2 MCCC2 MGMET MIB1
MLYCD MRPL3 MRPL44 MRPS22 MRPSY MTFMT MTO1 MUT MYBPC3
IMYHE MYH7 MYL2 MYL3 MYLK2Z MYO& MYOT MYOZ2 MYPN NAGLU
NDUFAT NDUFATD NDUFATT NDUFA12Z NDUFAZ NDUFAS NDUFAS
NDUFAFT NDUFAF2 NDUFAF3Z NDUFAF4 NDUFAFS NDUFAFG NDUFBT
NDUFB3 NDUFB8 NDUFBS NDUFS1 NDUFS2 NDUFS3 NDUFS4 NDUFS6
NDUFSY NDUFS8 NDUFV1 NDUFV2 NEUT NEXN NKX2-5 NONO NUBPL
PAM16 PCCA PCCB PET100 PGM1 PHYH PIGT PLN PMM2 PNPLAZ POLG
POMT! PPCS PRDM16 PRG4 PRKAGZ PREKARIA PSEN1 PSEN2 PSMB4
|PSMEBE PSMBS RAB3IGAP2 RAF1 RECK1 REM20 RITT RMND1 RYR2 SCN5A
|SCO1 SCO2 SDHA SDHAF! SDHD SELENON SGCA SGCB SGCD SGCG
|SG5H SHOC2 SLC19AZ2 SLC22A5 SLC25A20 SLC2GAZE6 SLC25A3
|SLC25A4 5051 SPEG SURF1 SYNET1 SYME2 TACO1 TANGO2 TAPTY TAZ
TBX1 TBX3 TBXS TCAP TF TIMMDC1 TMEMI126A TMEMI2G6E TMEMA43
TMEM70 TMPO THMNC1 TMMIZ TNNIZK TNNT2 TOP3A TPM1 TPM3 TRITT
TRMTS TRNT1 TSC1 TSFM TTN TTR TWNK UBR1 VCL VPS33A WFS1 XK
(XPNPEP3 YARS2 (263)

|APC ATM BARD1 BLM BRCA1 ERCA2 BRIP1 CDH1 CDK4 CDKN2ZA CHEK2
EGFR EPCAM FAMNCC MENT MET MLH1 MSH2 MSHE MUTYH NEBN NF1
NF2 PALB2 PIK3CA PMS2 POLDM POLE PTEN RADSIC RADSID RB1
RECQL RET STKH TP53 WT1 (37)

Painel de Miccardiopatias

|Paine| de Neoplasias Endacrinas
|Painel de Neurofibromatose NF1 NF2 SPRED1 (3)
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AAAS AARST ABHD12Z AIFM1 AP1S1 ATL1 ATL3 ATP1A1 ATP7A BSCLZ
Cl2orfés CCTS COA7 COX6A1 CTDP1 DCAFE DHH DHTKD1 DMXL2
DNAJEZ DNM2 DNMTI DST DYNCIH1 EGR2 ELPT EXOC4 FELNS FGD4
FIG4 GAMN GARST GBE1 GDAP1 GJB1 GNB4 GSMN HARS1 HINTT HK1 HSPE1
HSPBE |ARS2 IGHMBP2 INF2 JPH1 KARST KIF1A KIFIE KLCZ LITAF LMNA

|Painel de Neuropatias LRSAM1 MARST MCM3AFP MED25 MFN2 MORC2 MPZ MTMR2 MYH14
NAGLU NDRG1 NEFH NEFL NGF OPA1 PDK3 PLEKHGS PMP22 POLG
PRDM12 PRPS1 PRX RABVA RETREGY RNF170 SEF1 SBF2 SCNI0A SCNT1A
SCN2A 5C02 SCP2 SH3TCZ2 SIGMART SLC12A6 SLC25A46 SMNAP29
SOX10 SPGN SPTBN4 SPTLCT SPTLC2 SURFT TBCE TDP1 TRG TRIM2
TRPV4 TTR VCP WNK1 YARS1 (104)

|Painel de Pancreatites APOAS APOC2 CFTR CTRC GPIHBP1LMF1 LPL PRSS51 SPINK1 ()

ABCD1 ALS2 ANG AP4B1 AP4E1 APAMT AP451 APSZ1 ARGT ATL1 BSCL2
C120RFE5 CHMP2B CYP/B1 DYNCIH1 ERBB4 ERLINZ FA2H FIG4 FUS
|Painel de Paraplegias Espasticas |GARS1 GJC2 HSPB1 HSPBE HSPD1 IGHMBFP2 KIF1A KIFSA L1CAM MATR3
(e Esclerose Lateral Amiotréfica NEK1 NIPAT OPTN PARKY PFNT PLP1 PNPLAG REEPT RNFI70 RTN2Z SACS
SETX SIGMART SLC33A1 50D1 SPART SPAST SPG11 SPG21 SPGY SQ5TMI
TARDEP TEK1 TP73 TRPV4 UBQLNZ VAPB VCP WASHCS ZFYVE26 (60)

Painel de Porfirias ALAD ALASZ CPOX FECH HMES PPOX UROD UROS (8)

ABCA4 ABCCE ABCD1 ABHDIZ ACO2 ADAMS ADGRV1 AHN AHR AIPLY
ALMST AMACR ARLIZB ARLE ATFE B9SD1 BSD2 BEIP1 BES1 BBS10 BBS12
EBS2 BBE54 BBS5 BBS7 BBSS BEST1 C120RF65 CIQTNFS CEORF37 CA4
CABP4 CACNAIWF CACNAZ2D4 CASK CC2D2A CDH23 CDH3 CDHR1
CEP250 CEP290 CEP41 CEP78 CERKL CFH CHM CIB2 CISD2 CLN3 CLNS
CLNB CLN8 CLRN1 CNGA1 CNGA3 CNGB1 CNGE3 CNNM4 CPLANE! CRE1
CRX CTHNNA1 CTSD CYP4VZ2 WHRN DHDDS DHX38 DNAJCS EFEMP1
ELOVL4 EYS FAMIGIA FLVCR1 FRMD7 FSCN2 FZD4 GDFe GIB2 GJBE
GMNAT1 GMNAT2 GNPTG GPR1432 GPR1T/9 GRK1 GRME& GRN GUCAlA
GUCAIB GUCY2ZD HGSNAT HK1 HMCHN1 HMX1 IDH3B IFTHO0 IFT27
IMPDH! IMPG1 IMPG2 INPPSE IQCET ITM2B KCNJ13 KCNV2 KCTD7 KIF7
KLHL7 LAMA1 LCAS LRAT LRIT3 LRPS LZTFL1 MAK MERTK MFN2 MFRP
MFSDE8 MKKS MKS1 MMACHC MVK MYO7A NDP NEUROD1T NMMNATI
NPHP1 NPHP3 NPHP4 NR2F1 NRL NYX OAT OFD1 OPA1 OPA3 OPNILW
OTX2 PAX6 PCARE PCDHIS PDE6A PDEGB PDEEC PDEGG PDEGH
PDZD7 PEX1 PEXIO PEXN1E PEX12 PEX13 PEX14 PEX16 PEX19 PEX2
PEX26 PEX3 PEX5 PEX6 PEX/ PHYH PITPNM3 PNPLAG POCS PPTY
PRCD PROM1 PRPF3 PRPF31 PRPFE& PRPFE8 PRPH2 PRPS1 RAB28 RAX2
RBP3Z REP4 RDZ RDHI2 RDH5 RGR RGS9 RGS9BP RHO RIMS1 RLEP1
ROM1 RP1 RPIL1 RP2 RPS RPEGS RPGR RPGRIP1 RPGRIPIL RS1 SAG
SDCCAGE SEMA4A SLC24A1 SNRNP200 SPATAY TCTN1 TCTNZ TEADT
TiMMBA TIMP3 TMEMIZ6A TMEMIZZ2 TMEM216 TMEM237 TMEMETY
TOPORS TPP1 TRAPPCZ TRIM32 TRPM1 TSPANI2Z TTC21E TTC8
TUBGCP4 TUBGCPE TULP1 TYR UNC119 USHIC USHIG USHZA VPS13B
WDPCP WDR12 WFS1 WHRN ZNF408 ZNF513 HARS1 (238)

|Painel de Retinopatias
Hereditarias

Painel de Sindrome de Noonan e  A2ML1 BRAF CBL HRAS KRAS LZTR1 MAPZK1 MAP2K2 NF1 NRAS PPPICE
Rasopatias PTPN11 RAFT RASAT RASAZ RIT1 RRAS SHOC2 S051 5052 SPRED1 (21)
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Foting FI.E S[nd_r::n:ne C3 CD46 CFB CFH CFl THBD (86)

Hemolitica-Urémica
ACTN4 ADGRE! APOL1 ARHGAFZ4 ARHGDIA ARHGEF7 AVIL CD2AP
COL4A3 COL4A4 COL4AAS COQ2 COQ6 COQBB DGKE EMP2 FM1 IFIH1
IL36G INF2 ITGA3 KANKI KANKZ2 LAMBZ LMX1B MAGIZ MYHS MYOIE
NPHS1 NPHS2 NUP107 NUPI33 NUP160 NUP205 NUP85 NUPS3 PAXZ
PDS52 PLCE1 PMM2Z PTPRO SCARBZ2 SGPL1 SLCI7AS SMARCAL1
TBCIDEB TRPCE WNK4 WT1 XPO5 (50)

Painel de Sindrome Nefrotica

A2MLT ABCCO ACTE ACTGT ALMST ANKRDT! AP3B1 AP3D1 ARHGAP31
ARID1A ARIDIB ARIDZ ARLG ARLBIPT ASXL1 ATR ATRX BANF1 BEIP1 BES1
BBS10 BBE512 BBS2 BBS4 BBSS5 BBSY BBS9 BLM BLOCIS3 BLOCISE
BRAF CBL CCDCe5% CCDCE8 CCDC88A CCDCEBC CD96 CDC& CDT?Y
CENPJ CEP152 CEP290 CEPG3 CHD7 CHRNG CNTNAPZ2 CREBBP CULY
DHCRY DHODH DLL4 DOCKG DTNBP1 DVL1 DVL3 EDN3 EDNRBE EHMT
ELP4 EOGT EP300 EPGS ERCC6 ERCC6EL2 ERCCSE EYA1 EZH2 FBN1 FEN2
FGD1 FOXL2 GATA3 GCM2 GLE! GNAS GPC3 GPR143 GRHLZ HDACS
HNF1A HNFIB HPS1 HPS3 HPS4 HPSS HPS6 HRAS HSPG2 IFT27 IRF6&
JAGT KATEE KDM6EA KIFIBP KIF7 KIT KITLG KMT2A KMT2C KMT2D KRAS
KRIT1 LMNA LMX1E LRMDA LYST LZTFL1 LZTR1 MAP2K1T MAP2ZK2 MATR3

Ipsinelte Sindremas Clnlcamante MED12 MID1 MITF MKKS MKS1 MLPH MYBPC1 MYH3 MYHE8 MYOS5A NF1

Reconbasils INFIX NIN NIPBL NOTCH1 NOTCH2 NRAS NRXN1 NSD1 NSMCEZ2 OBSL1
OCAZ OFD1 ORC1 ORC4 ORCE PAX3 PAXE6 PHFE PIEZO2 POLRIC
POLRID PPPICE PSMC3IP PTCH1 PTCH2 PTEN PTH PTHIR PTHLH PTPN!1
RAB27A RAD21 RAF1 RAN RASA1 RASAZ2 RBBPE RBMEA REPJ RECQL4
RIT1 RNF113A RNF125 RNFI135 RNF139 RNF168 RNFT70 ROR2 RPSGKA3
RRAS SALLY SALL4 SDCCAGE SERPINF1 SETEP1 SF3B4 SHOC2 SIX5 SKI
SKIW2ZL SLC24A5 SLC25A24 SLC45A2 SMAD3 SMAD4 SMARCAZ
SMARCA4 SMARCBT SMARCET SMC1A SMC3 SMNAI2 S051 5052 50X10
SPECCIL SPRED1 SRCAP STX16 SUFU TBCE TBXS TCF4 TCOF1 TFAP2A
TGFB2 TGFB2 TGFBR1 TGFER2 TMEMG7 TNNI2Z TNNT3 TP&63 TPM2
TRAIP TRIM32 TRIT1 TRPS1 TTC8 TYR TYROBP TYRP1 UBR1 VIPAS3S
VKORC1 WPS13B VPS33B WASHCS WDPCP WNTS5A WRN ZEB2
ZMPSTE24 ZNF141 ZNF148 (237)

|Painel de Stargardt ABCA4 ELOVLSA PROMI PRPH2 (4)
|Painel de Surdez (GJB2/GJBEG) G182 GJBEG (2}

ACTB ACTG! ADGRV1 ATPEVOA4 ATPEVIB1 BCSIL BSND CATSPERZ2
CCDC50 CDH23 CEACAMI6 CEMIP CLDN14 CLRMN1 COCH COLNAZ2
COL9A2 COLSA3 CRYM WHRN DIAPH1 DSPP ECE1 EDNRA EDMRB
ERCC2 ERCC3 ESPN ESRRB EYA4 FAS FGF3 FGFR3 GATASI GIPC3 GJA1
G181 GJB2 GIB3 GJB4 G1B6 GPSM2 GRHLZ GRXCR1 GSDME HGF ILDR1

|Painel de Surdez Hereditaria JAGT KCNE1 KCMNJ10 KCNQ1 KCNQ4 LHFPLS LHX3 LOXHDA LRTOMT

(Expandida) MARVELDZ2 MITF MSRE3 MTAP MYH14 MYHS MYO154A MYO3A MYOE
MYO7A MYOC NDP NR2F1 OTOA OTOF PAX3 PCDHIS PDZIDV PIVK
PMP22 POU3F4 POU4FZ PRPS1 PTPRQ RDX SERPINBGE SIX1 SIX5
SLC17AS SLC26A4 SLC26AS5 SLCAAN SMPX SNAIZ S0OX2 SPINKS STRC
TBLTX TECTA TIMMBA TJP2 TMC1 TMIE TMPRSS3 TPRN TRICBP USHIC
USHIG USH2A WFS1TWHRN {107)
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|Painel de Trombofilias PROC PROS1F5 F2 SERPINC1 ADAMTS13 CBS (7)

ACD ATM BAP1EARD1 ELM BRCA1 BRCAZ BRIP1 CDK4 CDKMN2A CHEK2
CYLD DDB2 EPCAM ERCC2 ERCC3 ERCC4 ERCCS ERCCE FH FLCN
GLMN MLH1 M5H2 MSHE PALB2 PMS2 POLD1 POLE POLH POT1PTCHI
RADSIC RADSID RECQL RSPO1 TERF2IP TGFER1 TMCE TMCS TP53 XPA
XPC (43)

AlP AKT1 APC ARMCS ATM BARD1 BLM BRCA1 BRCAZ2 BRIP1 CDH1
CDH23 CDK4 CDKNIE CDKN2ZA CHEKZ DICER! EGFR EPCAM FANCC
|Painel Expandido de Meoplasias |GPR101 KIFIB MAX MENT MET MLH1 MSH2 MSHE MUTYH NBN NF1 NF2
Enddcrinas PALBZ PIK3CA PMS2 POLD1 POLE PREKAR1A PTEN RADSIC RADSID RB1
RECQL RET SDHA SDHAF2 SDHE SDHC SDHD SEC23B SMARCA4 STKN
TMEMI27 TP53 VHL WT1 (56)

ACTAZ2 ADAMTSZ ADAMTSL4 AEBP1 ALDHIBA1 ATPEVOAZ ATPEVIA
ATPEVIET1 ATP7A B2GALTG B3GAT3 B4GALTY BGN CBS CHST14 COLTIAT
COLNAZ COL1A1 COL1AZ COL2A1 COL3A1 COLSAY COLSAZ COLSAT
COL9AZ EFEMP2 ELN FELNS FBEN1 FEM2 FKBP14 FLNA FOXE3 GORAB
GZF1 HRAS KIF22 LOX LTBP2 LTBP3 LTBP4 MFAPS MYH11 MYLK PIK3R1
PLOD1 PPPICEB PRKG1 PYCR1 RINZ ROBO4 SKI SLC2A10 SLC39A13
SMAD3 SMADG TGFB2 TGFE3 TGFBR1 TGFBR2 TNXE (61)

|Painel Expandido de Melanoma e
[Cancer de Pele

iPainel para Sindrome de Marfan e
|Doencas Correlatas

Retinoblastoma (sequenciamento

do gene RB1) RERAN

‘Sequenciamento de BRCAT,

R o TPS3 BRCA1 BRCAZ TP53 (3)

Sequenciamento do Gene PTEN  |PTEN (1)

Sindrome CHARGE

CHD7 (1
|(sequenciamento do gene CHD7Y) )

Sindrome de Marfan

FBMN1
llsequenciamento do gene FBNIT) m

ABCB11 ABCB4 ABCCB ABCD1 ABCD4 ACADM ACADVL ACATI ADA
ADAMTS1Z AGL AICDA AKZ AKRID1 ALDHYA1 ALDOE ALPL AMACR
APOAS APOC2 AQP2 ARGY ARSA ARSE ASL ASS1 ATPEVOA4 ATPEVIET
ATP/A ATPJB ATP3E1 AVPR2 BAAT BCKDHA BCKDHE BCKDK BCL1O
ELNK B5SND BTD BTK CAD CARDT CASR CBS CD247 CD320 CD3D
CD3E CD3G CD40 CD40LG CD79A CD79B CDCASB CFTR CITA CLCNKA
CLCNEB CLDN16 CLDMN19 CHNM2 CORO1A CPS1 CPT1A CPT2 CTNS
CTPS1 CXCR2 CXCR4 CYBA CYBB CYP1B1 CYPHNE2 CYP17A1 CYP27A1
CYP27B1 CYP2R1 CYP7A1 CYPYB1 DET DCLREIC DDC DGAT1 DLD DMD
DNAICIZ DNAJC21 DOCKZ2 DUOX2 DUOXAZ EFL1 ELANE ETFA ETFB
ETFDH ETHE!1 F8 F9 FAH FBP1 FGA FLAD1 FOLR1 FOXAZ FOXET FOXN1
FOXP2 GBPC GEPC3 GALE GALK1 GALNS GALT GAMT GATA2 GATM
GBA GBE1 GCDH GCH1 GCK GFIN1 GGCX GJB2 GIB6 GLIS3 GLUD1GOTZ2
GPIHEP1 GUSE GYS52 HADH HADHA HADHE HAX1 HBB HESX1 HLCS
HMGCL HMGCS2 HPD HSD3B2 HSD3B7 HYOU1 IDS IDUA IFNGR1
IFMNGR2 IGLL1 IGSF1 IKBKE IL12B IL12RE1 IL2ZRA IL2RG IL7R INS INSR IRF2
IRS4 IVD IYD JAGNT JAKI KCNJ1 KCNIT LAT LCK LCT LHX3 LHX4 LIPA
LMBRD1 LMF1 LPL LRRCB8A MAGT1 MALT1 MAP3K14 MC2R MMAA MMAE

|Teste da Bochechinha
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MMACHC MMADHC MOCS1 MPI MPL MPO MRAP MTHFR MTR MTRR
MTTP MUT MYDE8 MYHS NAGS NCF2 NCF4 NEUROG3 NHEJT NKX2-1
NEX2-5 NNT NROB1 ORAIN OTC OTX2 OXCT1 PAH PAXE PCBD1 PCCA
PCCB PDXK PGM1 PHEX PHGDH PHKA2 PHKE PIK3R1 PLPBP PNP PNPO
POU1IF1 PRF1 PRKDC PROP1 PSAT1 PSPH PTPRC PTS PYGL QDPR RAC2
RAG!I RAG2 RASGRP1 RB1 RFX5 REXANK RFXAP RORC SAMDS 5BDS
SCHNN1A SCNNIB SCHNNIG SH2ZDMA SI SLC12A1 SLCIBA1 SLC19AZ2
SLC19A3 SLC22A5 SLC25A13 SLC25A15 SLC25A19 SLC25A20 SLC26A3
SLC26A4 SLC26AT SLC2T7AS SLC2A1 SLC2A2 SLC37A4 SLC39A4
SLC46A1 SLCE2A2 SLC52A3 SLCSA1 SLCSAS SLC6AG6 SLCTAT SLCTAS
SMN1 SOX32 SPR SRP54 STAR STATT STX11 STXBP2 TANGO2 TAP1 TAP2
TAPBP TAT TBL1IX TCN2 TFRC TG TH THRA TJP2 TPK1 TPO TPP1 TRH
TRHR TRPME& TSHB TSHR TTPA TUBE1 UGT1AT UNCI13D UNG USP53 VDR
VKORCT VPS45 WAS WIPF1 XIAP ZAPTO (317)

ABCCE ACADM ACADVL ADA ADAMTSZ AGA AGL AGXT AIRE ALDH3AZ
ALDOB ALGS ALMST ALPL AMT ARG ARSA ASL ASPA ASS1ATM ATPTB
BBS1 BES10 BBS12 BBS2 BCKDHA BCKDHB BCSIL BLM BTD CAPNZ2 CES
CFTR CLN3 CLNS CLN& CLN8 CLRN1 COL4A3 COL4A4 CPS1 CPTIA CPT2
CTNS CTSK CYPNB1 CYPZ7A1 DBT DHCRY DHDDS DLD DYSF ELM
ERCCE ERCCE EVC EVC2 F11 FAH FANCA FANCC FKRP FKTN GGPC GAA
GALC GALK! GALT GBA GCDH GJB2 GLB1 GLDC GME GNPTAE GNPTG
| Triagem de Portador de Mutagdes GRHPR HADHA HBEB HEXA HEXE HGSMAT HLCS HMGCL HOGA1
de Doencas Recessivas HSD17B4 HYLS! IDUA VD KCNJT LAMAZ LAMAI LAMB3 LAMCZ2 LIPA
LRPPRC MANZBE!1 MCOLN1T MESP2 MKS1 MLC1T MMAA MMAB MMACHC
MPI MPL MTTP MUT MYO74A NAGLU NBN NEEB NPC1 NPC2 NPHS1 NPHS2
OPA3 PAH PC PCCA PCCB PCDH15 PEX1 PEX10 PEX12 PEX2 PEXE PEXT
PHGDH PKHD1 PMM2 POMGNT1 PPT1 PROP1 PTS RTEL1 SACS SGCA
SGCB SGCD SGCG SGSH SLCIZAG SLCIFAS SLC22A5 SLC2BA2
SLC264A4 SLC35A3 SLC37A4 SMPD1 STAR SUMA TAT TCIRGI TGMT TH
TMEM216 TPP1 TTPA USHIC LISH2A VPS13B XPA XPC ZFYVE2E (166)

O Laboratoério de Andlise Gen6mica se reserva o direito de alterar a composicdo de qualquer
dado painel sem aviso prévio, seguindo critérios técnico-cientificos.
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