e an AR A i i3
. & SOFIVA _ _
( GENOMICS Interpretation and Recommendation

X RBREMITE FREB/RRB (L)
Fragile X Syndrome, FXS Full mutation/Deletion(females)

BRI

X ReEERTEEERNEEUEEERER  HRERERRERE - BRERER X Rk
£ FMR1 EE CGGC =ZEMEEFRIIEERIEMERN - CGGC EBEIBZEM FMR1 EAFE/L
(methylation)# M & A#iE FMRL &8 (FMRP) - MiREBXEEL FMRL ERE 5 InIFiEER A
CGG EERIIBRERAB DS HEENEH % FMRL EREEEIE - 10 FMRL EEMWTRAEE
ROREE - HEBRERNM X REEMITEN 1% - FMRP ERJZ2EAEMBR ZRIR - TB2HEF
EHAMENREAR - BikZ FMRP &8 @ AR EWEeLAR%E - E— PR EMEARK
U7 FEIRVELE - i Ak X e REMITESFMEMNRSE - FMRL EE CGGC EBRHERRIEZE 55~200

B #ERE A (premutation) - CGG EBEREIAR 200 BI&ERE 8 (full mutation) -
B

X R ErRN BM 4R 1/3,600 - LH4%A 1/4,000~1/6,000 -
EEER

X ReiEiTERs —EUBENESRER  IMH FMR1 EREREE/MREAENEES 50%
PHRBIEREBEE TN BFT—AERSER - MBEUEE FMRL EREZER] 100%E#
BEBEBLEYR  LfEELHET -
B PRAEAK

T X RERRITEEREE/MHAERE  RARINE—ELEESMN FMR1 EE - EILEA 50%1E

EZRBWIKEN - BSONEXRSELRRER  H=S28EH  SAeSB8 - HEHBEAE
REAN REER - S5 TEREERE TSETARBEASGZETINIES - BEERSRE
X RERBITESEEMY - AFHBEUERS FMRL ERPRE(EREEATE 50 m2EB
BB X Rl EE KA (22 (Fragile X-associated Tremor/Ataxia Syndrome, FXTAS) 2
X 15 58 ffs T iE JR 28 14 BN B #% 8E K 2 fiE (Fragile X-associated primary ovarian insufficiency,
FXPOI) HER: - BRAREMREEES - FEKRHE - BFELEKH - MERERSE - ST RER
BRKAKERE - A2  ERERT - 284 - RELE  RHEFRS -
255

EEEEEABETRABEREEZS ERAEREUERETFEREZRQELUERMRR
FMR1 ERF A -
2EEHR
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