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Perinatal History BehaworaI/Psychlatrlc Neurological Musculoskeletal
[] Prematurlty B [ ] ADHD J¥& S, Ataxia FHEEERE Club foot E%‘%E

L] IUGR EN4: R
[_] Oligohydramnios ==7K

B
[] Polyhydramnios =£7K
EES

=
[ ] Autism EHEAE
[ | Oppositional-defiant

disorder 77145 HiiiE
[ ] Obsessive-compulsive

disorder 5&iEYE

[ ] Other:

[ ] Failure to thrive 4

o
D Overgrovvth w|EEE
| Short stature S5\

[ ] Pervasive developmental
delay B> MasfiEEsR

[ ] Other:
Cognitive/Developmental
[] Development delay =%

Cutaneous
(] Hyperpigmentation

@%L%//)L/EX
H;H/%)oplgmentatlon

D Other

B

"] Fine motor delay 54}
Ve

] Gross motor delay A&j
VS

[ ] Speech delay E=ESE
[ ] Intellectual disability/ MR

Craniofacial

[] Cleftlip =24

[] Cleft palate $5HZ4

[ ] Craniosynostosis
RAE RS

[] Dysmorphlc features
SN S

A PRt

KD Learning disability £
i

[ Other:
Hearing/Vision

[ ] Abnormality of eye
movement HEEKEHE) &5

i
Cerebral Palsy H“r@ﬁt@
Encephalopathy iipss
Hypotonia AJl.AI7E SRR
Hypertonia_ RJLIAITR T TH#E
Seizures JEEE
Spasticity FJLANEES
Structural brain anomaly
REE S
[ ] Other:
Cardiac
[ ] Atrial septal defect
Lo FPERAE
[ ] AV canal defect 5= THE

iz

] Tetralogy of Fallot JA/&EX
VUESE

[ ] Ventricular septal defect
L PP

[ ] Other:
Genitourinary

[] Amblguous genitalia
MEEsEARE

(] Cryptorchidism [&5=
(| Hydronephrosis &f7Kf#
(] Hypospadias frig N34

Contractures &
Dlaphragmatlc hernla
HRREIISR,

Limb anomaly VU B
Polydactyly 245/t
Syndactyly f5/HE
Vertebral anomaly #ffi52

[ ] Other:
Gastrointestinal
HD Anal atresia ATFHEHSE/4E

[ ] Gastroschisis fgZ4

[ ] Omphalocele [ffEH

[] Pyloric stenosis 4P Tk%E
[] Tracheoesophageal fistula
REBRE
L] Other
Family History

[] Parents with greater than or
equal to two mlscarrlages
VAN A A
[]Other relatives with similar
clinical history (explain
below):

i LI Iﬁﬁl ]

[_] Ear malformation E-5( |[ ] Abnormality of vision =L Kldney malformation ¥
B FH ST N
[ ] Macrocephaly EUEfE |[] Hearing loss ¥ [] Other: RGBT HBUEE (B
[] Mlcrocephaly /NEEYE | Other: =)
] Other
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(1) Aefs4reE
SNP & 7 Z+tafsfmife (/N5d)-HD
(2) TRl
PhitF 2 269 E{EERET - &2 fn 7 DNA BERfES & E1THC R ER - ik g S A e
HEBEE -
(3) HMEE
HE L ORI K 10 Mb DL _E B 80R M2 AOH K EXEL UPD (FEIC & K BHUAIRAS) » S fe e
HEAE)REBIEEE S EARERER ZJE88 R B 100 kb DL_EAYERA 8N (iR S EREER
BEE VTR A EE 500 kb DL_EAVERACEE 1 Mb DL _ERVHESY ¢ (i) 2558 (2N+2N BIERINEE o L6 > iR
SERUHIE ~ S R\ R R R BB 5 K VAL S | By S8 S (copy number variation) R & 231 #;
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T AT B
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FEfaPES A - PEFIELE RS - (ERE BB AIH H 2l A5 203 SNP &/ 4 igEh
T o

7. faHIRRR
iy 2 HI St 4 8E {77 (balanced translocation) ~ SEfr4:f#EE (balanced inversion) ~ “FE#T144#H A (balanced
insertion) ~ 2N+2N FU[5 4 U0 fZE4 (tetraploidy) ~ (KL F1$ERR A2 (Iow-level mosaicism) ~ BE#H 2 — #24iF (uniparental
heterodisomy) ~ 52 4L (/E §88 L (heterochromatin variation) ~ B52€8%(point mutation) ~ BEFEERIER ~ FRETAH
FEEE ~ (R E R AR S R B 5

8. i EEEIE
ERECZ M MR BT e TR - EEie R SRR © FRIME &S SN %H)E iR E N BB
EIF - IRE R ENTER MR RS - NS R RIRK -

9. WEFFRIN FEEARAREZEANS KATHEZ fitgEESH ~ (i NERTEEER KSR -

10. & 730 - kb fiE:R2085 HE¥ &1 _28,000 T~ faHlEH -

11. SNP & F EmiEmfe T S5 H
(1) FEResER ZEM K ET

® E[F| B2 EE EH % (American College of Medical Genetics, ACMG) #A 2010 3R HAHERE T v
Bam o REHEAHRNZ © (1) ZEERE - (2) FrelERE g ) 7ZBFER AR
gl - R L e

© 2010 4 Miller % A4 33 BT U R » &Y 12.2% HliBE PR 7 A o] AL i85 A 00
SRR AR E R A TS Y 10% - 5E 2 -

F 1 : ACMG Practice Guidelines. Array-based technology and recommendations for utilization in medical

genetics practice for detection of chromosomal abnormalities. Genet Med. 2010 Nov;12(11):742-5

=F 2 : Miller et al. Consensus statement: chromosomal microarray is a first-tier clinical diagnostic test for

individuals with developmental disabilities or congenital anomalies. Am J Hum Genet. 2010 May

14;86(5):749-64..
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