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< Duchenne muscular dystrophy (DMD), omithine transcarbamylase (OTC) deficiency, osteogenesis
imperfecta (OI), epidermolysis bullosa (EB), lactic acidosis (LA), spinal muscular atrophy (SMA), long-chain
3-hydroxyacyl-CoA dehydrogenase (LCHAD) deficiency %I th. #hullgt 5 § 53 UAE2 Al X
AAFAES ot T’“]ﬁgfﬁ T4 344 wel2 R Y 17} T 2709 75 AZ S PCR,
RFLP, DNA sequencing %5+ fluorescent PCRE ©| 438l A} Edwo] 2 AH markesE &
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Results: 5 157709] wio}g oitos &7 AHE HA 8o 25 A43Hoz 42¢ sialch
c‘}%&r oAl AT AFZEHS 94.9% (149/157)%.0.7, 49.0% (73/149)2] wlo}rt A4 %@4%’

b wjola NekEglon] Agh Ao} b wlole] AR oA & dh & glol, % ’b“’i ke
BH b5 % 38709 wiolE 104, 148 (B 9% 3274384004 AT 0]4sklen o] F DM
2ef], OTC deficiency, OI¢} SMA Z} 18] 5 Z 53] (Y3 UA1E 35.7% per cycle, 50.0% per oouple)oﬂ
S ouloﬂ A%lo}oaou:‘; RE ol xg—'o}oaq w3k s5d) BEOA kAR Bok & AL =
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Conclusions: = AlE}olA] A]8§3 OTC deficiency, osteogenesis imperfecta, spinal muscular atrophy 7}7]
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AAg] giglo] e B 1A ololE M 5 ol V1SE AT T AnE e

,)w..
§1«O] sz 9}]\?}\

rﬂ MO -

W)

-110-



