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Cancer (FGFR1), Myeloproliferative Panel, FISH
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V. \OFVYS+ + « (...CF .GJB2 Jh)h‘ﬁjkﬂﬁbL;\ﬁy&L@JW}&ﬁG AcSOA- s
Deafness (GJB2) Fetus

. SAVYD. +» (sl dlp0) o153 55 (CX26) GIB2 035 05 2] oy R oy
Deafness (GJB2-Intronl)

V. \OFVYD + + (...CF .GJB2 Jh)h‘ﬁjkﬂﬁbL;\ﬁy&L@JW}&ﬁG A SOA- oA
Deafness (GJB2-Intronl) Fetus

1 15AVYYD: oS e 215 (s 2 B A
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Hemophilia (2" step) Fetus sex determination

4




(ry&bf)&:k?))(...}BLA&?NJ&)&A&.«J\&\A&E}&)]{

), VOFVVO -+ s A+ 500+ q)
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- Yo HLA DQ8 i, HLA Typing LT B W
HLA Typing (DQ8)

v VEREVD- e 05K ol 5> A S LSS oz | e | g
Huntington Disease (HTT; CAG triplet repeats)
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Malignant Hyperthermia (MH)

. foSrSe et MLPA 25,4 03 Sl Cis 5o b Slicaslan s bisds ) ) ) "y
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Mutation confirmation (known familial) >3 cases

¥ VOB AUl el el Ger oz | v |y
Mutation confirmation (known familial) <3 cases

v \OFVYD -+ R e Tt TR NN R
Mutation confirmation in fetus

. Ao rrens o 388 55 ol gla Cod b G585l Ailen s sl uSUaST Sla i e At |y
Mutation confirmation of complex cases (fetus)

v FAEVD« <+ S5 g (3 > Solo 53 S5 S g ST o Ay | oare
Myotonic Dystrophy Disease (DMPK; CTG triplet repeats)

\. \OFYYA « o R 93 S g B3 s> (ST A S )| ST gy Acsavs | vva
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Pharmacogenetics; Imatinib (CML)
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PKU (PHA; whole gene sequencing)
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Prader-Willi Syndrome (FISH)
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Spinal Muscular Atrophy (1% step)
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Spinal Muscular Atrophy (2™ step) Fetus
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). TAVED . ACE 05 e (oo MecA |
Thrombophilia (ACE; Angiotensin Converting Enzyme)
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Whole Genome Sequencing (WGS), NGS
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