15 2 34 o AT

KO’sS OBSTETRICS & GYNECOLOGY

WA LA B B ARER AL _

Sk ¥ etk £, R & & (Congenital central hypoventilation syndrome, CCHS) & B #x5&
E $a §o 5% % (Cytomegalovirus, CM V) 4 F# &
¥ R R &I (Sensorineural hearing impair ment) 3 B 45k

© fiifr:

KX biettik £ R B % (Congenital central hypoventilation syndrome, CCHS) » & —f&fivp i h| PIem S AR i L & e Aa kg
1250 » & R4 % 1/10,000~1/200,000 & 4 1% B $t o ¥ = A Abak & do 08 FE B SO B TR 0 S BH A AR BERRBF A 5 Kk H ko
BERES c BANILRE S B A A A LY > BRI DB AEFREL 0 HE SR A EETAEEIE A M ARIE RIS 0 &G 90%L
L& CCHS B4 ® PHOX2B £ | &4 % M A8 5 7] (GCN)E: A& B ¥ 4% 3% % % (polyalanine repeat expansion mutatici§ A% PARM)m 2k 7
AAER A PCR A B E 4 R M5 # F X dl %4k %2 PHOX2B A B % & 4.8 5 5] (GCN)Z B % 4 PARM & #4518 58 4 -

E $a fi5% & (Cytomegalovirus, CMV) » B ABESH#EF 5 BHHVE) » R F AOR LMK EZ— - RFFA RS > £EH
B 40 R LRI RAT 0 EfaflimFa) R EEFHE 70~90% R/ EE > ER & HBARERREE > Ao HAARE A LR
RBENAHRIEE > Bl RmeaTEAREN - EalmE—LEAARN  MIELARE EWMARAREARRE@BEE €4 — /)
FTEABRRENEIE > OHFHE BAAANER -FAEFTARABREEZE  ALBTHEEZALARARAABENR  2L18BH
AREBFBAIZRER - ST 2R I0BEEEHEREOER > MAROARER L E@BREREFANAE 0.58% H ¥ 48 12.69@9
AREGRBHRIEA LRGP FHEFA L TMBE RERTUR TG RRRE ; A% TagMar® qPCR % & # 47 E 4 i 7%
(CCMV) &) DNA #: 8]

B &5 4] (Sensorineural hearing impairment) » RIFBR WL RAR > EEE L ENBEAFNET 2= A P4 HF 130 RmE
T fe GIB2A H - SLC26A4(PDSY H - OTOF & B &k 42 8% 125 rRNAS B # B 505 % 4 » A2 DNA % 5 & TagMarf qPCRA& B
A B ¢ F AR HF 2 GIB2A R E#HE - SLC26A4 (PDSH] B IVS7-2 (€.919-2% codon 723 (¢c.216& & ~ OTOF X R codon 1700
(c.5098) & B du 42 82 125 rRNA B m.15550x B % 5 4 4 Bm K 4 o

© MFH :

WAL FE KA

PARP R IR A R B B Sk (49 0.2~0.5c.c) BAM A LG RER KL F L2 FEBEEEVRE 3-5E0

£ . R .
h B BRI 0 HAILIE AR o BB IR T B -

ORBRE ' 2 HEF "HARARGREEE -

OHRBF R ARBHE "HAGEARFREATE > HRREMEERFE URBEFTXFEERE M > EHBH -
ORMEFR : RS 4B — 287 AM 09:00 ~ PM 05:008 & & 5|12 B R ) o

O%F kit : (1005 TFEEAAGE 10-155 148 ARRBEAGHLEHRT o

MR ERKBARR  REUHREZ M AREAEERSRBIRERET X ©)
1 i F R R SARME A K3k -
2. RBABARRARY B AT  BEME RS RELRE REETERALE -

© BBEA  REFRBEAKRF A !

&8 B R BB 3
SR FRMHAT ZEARER NT$2,2007T/ A
E 4o ik 3 0 T AR R NT$2,2005t/ A
¥ RBCE A e b TR 4R A B AR B NT$2,5007t/ A

MRMEFER D AE MR 10~14EATHR > RARBEZERFTE > BRERE LR B QB -
MAKRFT X -
1 A&4t4 BHBm ROVWAEER-
2. HIREAR & BEATIRT 24T (RATRIE 1 004) 045-001-120358 £ % © A& B A #4347 A IR 3)
3. #REdlds 0 19835766 £ & ¢ AR RIBAIMEMAH BRAE  (FBH/BI B4 H1F A IEER)

O EXBRRZARME -

1 AR VienBAREEARKRRKR 4 10%% 44 CCHS B4 B 7 PHOX2BA R N EE: ~ A B ARIBAR Y ERE VR RY >
4% NPARM > b8 R 4 &5 A st KBATHRB > T 85 HR 420 # PCR#% K DNA h fiB42 ¥4 4 allele drop-out(ADO} & 512
M ERE A -

2. EwmiamF o FH%  TagMan® qPCRE —# & — 1 ~ B3 R T 8UE MR S 9% FAR BRI BT - RABMTD H AR SR Z R4 2%
R B R BEUKRT EKRE -

3. FRRAZEMIBRARNIRE - BATCAoMR A QHEBRMMOARRE EEME > $URRERE WD RS A LGB L kik
Bl AR RERBERE FERZIEIE -

ARBEHEETRT "TEAATHREE > RERFT - ERARATEZKRFOEATRAKRBRESR
R AEAT AR B R £ 4 0 02-33931030 Fax 02-33931077
SIP-NB-02(0137 4 52,3 B i 4k M2 2B 4o

FTEAFEF KB REL FERME GenePhile Bioscience Lab, Ko's Obstetrics & Gyakgy
&b P EE A 10-1358 14 1F, No.10, LinShen S. Rd., Taipei 100, TAIWAN TB86-2-33931030 FAX.886-2-33931077



