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1. HiBEEZRFE (RP, Retinitis Pigmentosa)

2. EXURABAKIE (Acromegaly)

3. EEANETIE (MG, Myasthenia Gravis)

4, ZEZERE(LEE (MS, Multiple Sclerosis)

5. I)\BSZEHEIE (SCA, Spinocerebellar Atrophy)

6. AEEARRIE (MD, Muscular Dystrophy) oEE A R

7. FEHEHEHEE (NF, Neurofibromatosis) E‘Eﬁ‘l% 1'25(1;56 E;ﬁ?{? 7?1 'QQE%H%%; %ZEETJ
8. EYFIKIE (Rett Syndrome) . ' haR S A LTSNS
9. AMMMFREBFRSEE (HUS, Hemolytic-uremic syndrome) REEEES - S eRE T &S E A TS,
10. KBEFEIE (Angelman Syndrome) RRGE I R T R AR R
11. FERIVIE (Pompe Disease) Sk ERBRAZIEHLT | BEAEET)
12 REMBLIE (Achondroplasia) ENEESREHTL | I AEREFBIEN

13. BEHNBEARSIE (RTS, Rubinstein Taybi syndrome) TERRRIEE  NEESLRS  BEERE
14. $EEIMERELAE (TSC, Tuberous Sclerosis Complex) g .
15. REEKFEFSIE (KS, Kallmann Syndrome)

16. BESIEIZES (DiGeorge Syndrome) B - MASEEENET SHERIDABE
17. /NB#EEFITE (Prader Willi Syndrome) PR EFHEIBIRFFEVANR - SRS EWMER
18. EHBEEREPUEY (MPS Type IV) BRERARFCAREE - URFEE R
19. PEES 14 EIMNFRAE (PNH) BfiEm  URSEBFHBE BB EE K o
20. IR ZME{REE (BMS, Burning Mouth Syndrome) .

21. S TIEEEIHIE (Huntington's disease) ZBRETLTLETHZERNES

22. BEEANPIZHEIE (SMA, Spinal Muscular Atrophy) SR T{FRVAEES - EAIRERAZEHY
23. SEEHER BSOS ERMRIE (Costello Syndrome) Rl © :
24. LEKHRSIE (Usher Syndrome)

25. ;5B ECAE (Fabry Disease) Fﬁgiﬂﬁﬁ?ﬁgﬁ@ﬁﬁﬁg*ﬂﬁﬂﬂ
26. EREIREE (West syndrome or Infantile spasms) ?ﬁ@iﬁﬂ%a WERRRETABIE - ISEME
27. 1#1REEANEY%E (Nemaline Myopathy) RESBRIBHYZAEMEIT -

28. 22q11.2 distal deletion syndrome

29. #&3= — PAIBECIE (Russell Silver Syndrome)
30. Z2EIECIEI%EE (Noonan Syndrome)

31. SHSTE (Lissencephaly)
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