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Previous Clinical Evaluations Performed

Karyotype O Not performed | O Normal | I Abnormal:
Chromosomal Microarray 0] Not performed | O Normal | [0 Abnormal:
Gene Sequencing/ Panel [ Not performed | [0 Normal | [0 Abnormal:
Mitochondrial DNA 0] Not performed | O Normal | [0 Abnormal:
Metabolic Work-up 0] Not performed | O Normal | [0 Abnormal:
Brain MRI (1 Not performed | (O Normal | [0 Abnormal:
Electroencephalogram (EEG) 1 Not performed | [J Normal | CJ Abnormal:
Echocardiogram 1 Not performed | [J Normal | I Abnormal:
Electrocardiogram (EEG/EKG) 1 Not performed | [J Normal | CJ Abnormal:
Skeletal Survey 1 Not performed | [J Normal | CJ Abnormal:
Renal Imaging 1 Not performed | [J Normal | I Abnormal:
Muscle Biopsy [J Not performed | [J Normal | [0 Abnormal:
Electromyogram (EMG) [J Not performed | [0 Normal | [J Abnormal:
Ophthalmology Exam [J Not performed | [0 Normal | [0 Abnormal:
Audiology Evaluation [J Not performed | [0 Normal | [J Abnormal:

Paraclinical findings/ Describe Details
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ABCD1, ACTA2,ACTC1, APC, APOB, ATP7B, BAP1, BMPR1A, BRCA1, BRCA2, BRIP1, CACNALS, CADASIL, COL3A, COL3A1,
COL5A1, DICER1, DSC2, DSG2, DSP, EPCAM, FBN1, GCH1, GLA, GREM1, HMBS, HNF1B, KCNH2, KCNQ1, LDLR, LMNA,
MEFV, MEN1, MLH1, MSH2, MSH6, MUTYH, MYBPC3, MYH11, MYH7, MYL2, MYL3, NF2, NOTCH3, OTC, PCSK9, PKP2,
PMS2, POLD1, POLE, PRKAG2, PRKAR1A, PTEN, RAD51C, RAD51D, RB1, RET, RYR1, RYR2, SCN5A, SDHA, SDHAF2, SDHB

SDHC, SDHD, SERPINA1L, SMAD3, SMAD4, STK11, TGFBR1, TGFBR2, TMEM43, TNNI3, TNNT2, TP53, TPM1, TSC1, TSC2,
TTR, VHL, WT1
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