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2 Waardenburg Syndrome: Naila A. Ryan K. Mui. Sadia M. In: StatPearls [Internet]. Treasure Island (FL): StatPearls Publishing; 2021.
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1. Schatzl. T.. Kawser. L. Deigner. H.-P. faciscapulohumeral muscular dystrophy: genefics. gene activation and downstream signalling with regard to
recent therapeutic approaches: an update. Orphanet J. Rare Dis_ 16 1292021

2 Richards. M, Coppee, F._ Thomas. N__ Belavew. A _ Upadhyaya. M_ Facioscapulohumeral muscular dystrophy (FSHD): an enigma unravelled? Hum.
Genet. 131: 325-340_2012.

3. Facioscapulohumeral muscular dystrophy 1: FSHD1 on OMDM (2021, September 4)_
https:/fwww omim org/entry/1589007search=facioscapulohumeral&highlight=facioscapulohumeral

4 Facioscapulochumeral muscular dystrophy on MDA (2021, September 4). https-//www mda org/disease/facioscapulohumeral-muscular-dystrophy/signs-
and-symptoms
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1.Schatzl, T., Kaiser, L., Deigner, H.-P. faciscapulmeralmuscular dystrophy: genetics, gene
activation and downstream signalling with regardetcent therapeutic approaches: an
update Orphanet. J. Rare Dis. 16: 129, 2021.

2.Richards, M., Coppee, F., Thomas, N., Belayewlpadhyaya, M. Facioscapulohumeral
muscular dystrophy (FSHD): an enigma unravelledthH@enet. 131: 325-340, 2012.

3.Facioscapulohumeral muscular dystrophy 1; FSHDOBHM (2021, September 4),
https://www.omim.org/entry/1589007?search=faciostatpumeral&highlight=facioscapulohum
eral

4. Facioscapulohumeral muscular dystrophy on MDA (2&Hptember 4),
https://www.mda.org/disease/facioscapulohumeralemlas-dystrophy/signs-and-symptoms
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[ ] iz 15q11-134~ % [Paternal deletion of 15q11-13] ! 4 FISH » aCGH » MLPA - CNV analysis
]+ 7 % 28, — 4% 5% 15[Maternal uniparental disomy 15] : 4vMicrosatellite analysis

[] & B 422 o sk [ Imprinting center defect] : 4vSequencing or MLPA of imprinting center

¥

| 4 F B 5 o5 Prader-Willi ) 1% 2 18 3R 4k &

% 20K 0 1. Holm VA, Cassidy SB. Butler MG, et al. Prader-Willi syndrome: consensus diagnostic criteria. Pediatrics. 1993:91:398-402
2. Gunay-Aygun M. Schwartz S. Heeger S. et al. The changing purpose of Prader-Willi syndrome clinical diagnostic criteria and proposed
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