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IDS B R R

RS

c.311A>T, p.D104V
c.817C>T, p.R273W
¢.1025A>G, p.H342R
€.1400C>T, p. P467L
Rit&s

¢.301C>T; p.R101C

¢.1499C>T; p.T500I

AH

10

IDS & RL1L AH

e RFETE 2w 1%

c.103+34_56dup 51
€.1478G>A, p.R493H 4
¢.589C>T, p.P197S 1
€.851C>T, p.P284L 4
¢.890G>A, p.R297H 1

R .HESBEF_EWERGRERNSRESER

‘ 1% screening DBS r’\’\*\f\,

)

IDS/IUDA enzyme activity
above cutoff (by MS/MS method)

—>
IDS/IUDA enzyme activity
below cutoff (by MS/MS method)

|

‘ 2" screening DBS ‘

/\

IDS/IUDA enzyme activity IDS/IUDA enzyme activity

NBS center
CFOH TIP

A

) _

detectable once above cutoff

detectable once below cutoff

’ Suspicious NB with MPS referral

v

History taking
Genetic Counselling
Physician physical

examination

Image Survey
Echography (Heart and Abdominal)
X-ray (Spine and Hand)

Laboratory Survey
*Enzyme activity analysis (Leukocyte: measure
multiple enzyme)
*Glycosaminoglycan analysis (quantitative and

qualitative)

*Molecular analysis (Benign, VUS, Pathogenic)

Confirm center
MacKay Memorial Hospital

Early

’ Normal DBS for MPS ‘ ’ Normal NB without MPS ‘ ‘ NB with VUS variants

S n
‘ MPS patient was confirmed ‘ |I$

E— . S EEAES B S Es i ss iz E

Treatment




—hE BfAERER T ERE R (variant)’
AR —ERR AR EBRNE R L
(pathogenic mutation)’ AATEREHTERES
H A ZE & (pathogenic mutation)’ BER R E—
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