Prekoncep®ni test genetické kompatibility paru se zamé&Fuje na vySetFeni variant ve vybranych oblastech v genech a)
zpUsobujicich nejGastéjsi recesivni choroby, b) zplsobujicich trombofilni stavy a ovliviiujicich pribéh t&hotenstvi, c)
zplsobujicich t&82ké poruchy spermatogeneze, d) ovlivilujicich odpovéd Zeny na hormonalni stimulaci v priib&hu IVF cyklu.

Seznam vy3etFovanych nemoci a genli (Compa-test v2): Deficit acyl-CoA dehydrogendz mastnych kyselin se stFednim,
kratkym a velmi dlouhym Fetézcem (ACADM, ACADS, ACADVL), Usherlv syndrom (HADHA ,ADGRV1, MYO7A, PCDH15,
USHI1C, USH2A, CDH23, CLRN1), Coriho choroba (AGL), Hypophosfatazie (ALPL), ANXA5 M2 haplotyp, Syndrom necitlivosti
na androgeny (AR), Metachromatickad leukodystrofie (ARSA), Argininosuccinat-lydzovy deficit (ASL), Canavanova choroba
(ASPA), Citrullinemie typ | (ASS1), Ataxia-Telangiectasia (ATM), Wilsonova choroba (ATP7B), Mikrodelece v AZF oblasti
chromozomu Y (AZFdel), Bloomiv syndrom (BLM), Deficit biotinidazy (BTD), Homocystinurie klasicka (CBS), Cysticka fibréza
(CFTR), Vrozeny myasthenicky syndrom (CHRNE), Alportlv syndrom (COL4A5), Cystinosis (CTNS), Deficit 21-hydroxylazy
(CYP21A2), Cerebrotendindzni xanthomatéza (CYP27A1), Smith-Lemli-Opitz syndrom (DHCR7), Trombofilni mutace
€.20210G>A v genu pro prothrombin (F2), Trombofilni mutace c.1691G>A (Leiden) v genu pro FV (F5), Tyrosinemie (FAH),
Polymorfismus p.Ser680Asn v genu pro receptor FSH (FSHR), Hepatorendlni glykonenosa typlA von Gierke (G6PC),
Galaktosemie (GALT), Gaucherova choroba (GBA), Glutarova acidemie, typ 1 (GCDH), Nesyndromicka ztrata sluchu (GJB2),
Fabryho choroba (GLA), GM1-gangliosidosa (GLB1), Mucolipidosa II-Ill (GNPTAB), Beta-thalasémie (HBB), Hemoglobinopatie
E (HBB), Srpkovitd anemie (HBB), Tay-Sachsova choroba (HEXA), Hemochromatdza (HFE), Mukopolysacharidéza typu |
(IDUA), X-vdzana zavazna kombinovana porucha imunity (/L2RG), 3-Methylcrotonyl-CoAkarboxylazovy deficit (MCCC1,
MCCC2), Stfedomofskd horeCka (MEFV), Deficit MTHFR (MTHFR), Myotubularni myopathie, X-vazana (MTM1), Nijmegen
Breakage Syndrome (NBN), Niemann-Pickova choroba (NPC1, NPC2, SMPD1), Deficit ornitin transkarbamylazy X-vazany
(OTC), Phenylketonurie (PAH), Zellweger Syndrom Spectrum (PEX1, PEX2, PEX6, PEX10, PEX12, PEX13, PEX14, PEX16),
Chondrodysplasia punctata (PEX7), Vrozena porucha glykosylace (PMM2-CDG), Alpha-1 antitrypsinovy deficit (SERPINA1),
Mukopolysachariddza typ IlIA (SGSH), Pendred syndrom (SLC26A4), Spinalni muskuldrni atrofie (SMN1), Lamelarni ichtyosa
(TGM1), Neuronalni ceroidni-lipofuscinéza (TPP1)



