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RinELR EIRE - HRHE

FEAEBRABAR Clinical symptoms

1. Eyes, Ocular Region ER ~ BR&

] Abn.? of eye movement EREKFZENER & [] Glaucoma 7R ] Reduced visual acuity {371 %

] Abn.% of saccadic eye mov. ARIKE & BkE) [] Horizontal gaze palsy 7K ¢ 45 fiftj& [] Rod-cone dystrophy fRAR 1R # =4
[ Abn.of retinal (RAFEE S [] Hypotelorism AR 387 [] Strabismus &I45%

[] Aniridia 4] & [] Hypertelorism AREP38 58 [] Visual impairment 1% J1B& ¢

] Anophthalmia FEREREK ] Microphthalmos /N\BR Bk [] Visual loss 9<BH

[] Cataract HAPE ] Nystagmus BREKZER [] Vitreous humor opacity 3 JE 58 /& &
[] Cherry red spot of the macula #HEAT ROBEES [] Ophthalmoplegia R AL [] Xanthelasma = 5158

[] Corneal opacity Bl &R [] Optic nerve atrophy R {8 AL ZE4g

] Epicanthal folds & & K7 [] Ptosis BRfg ~ 2=

[] Others (F&1H3M)

2. Ear, Hearing E -~ &3

] Abnormality of the ear EEH [] Earless EEE [] Otitis media PE %

[] Aural atresia E3&EEA$H ] Hearing impairment ¥ /] f& ¢ ] Malformed auricles E EFE
[] Ear hypoplasia HEBE A% ] Low-set ears €I E ] Microtia /NE

] Others (A1)

] Anosmia IR& %k [] Broad nasal root EE248 ] Low nasal bridge £#2EF
] Bravhyrhinia 21253 ] Bulbous nose i £ ] Long philtrum £ A

] Broad nasal bridge E2#2 [] Hypoplasia of nares 2FLBEBAZE

] Others (AT #)

4. Respiratory, Mouth, Teeth HIRZE ~ O ~ &

] Asthma BN ] Pulmonary hypoplasia g5 A% ] Dental abscess T iEf&E

] Dysphagia & Bk A [ Recurrent upper resp. tract inf. _EMEIRERZ [ Dental hypoplasia FAE B AR
[] Dyspnea MEOK A&k ] Respiratory insufficiency FEIRINEEARE [] Gingival overgrowth THRBEER
[] Laryngomalacia M #%{G5E ] Cleftlip B ] Late eruption of teeth T HEE
[] Obstructive sleep apnea BEBRIFIR 1 [FAE ] Cleft palate 23 ] Macroglossia B & YiE

[ Pulmonary hemorrhage i i [0 [] Carious teeth BB ] Microdontia /NS fiE

] Others (FA#H# )

5. Craniofacial, Neck 283} - EZB - $A%(

] Fontanel closure XIFSEA&E ] Midface retrusion o [V ] “Falt” facies EI &0



] Frontal bossing X B4R
[] Large fontanel AXXIF9
] Macrocephaly E881E
] Microcephaly /NBEAE

] Micrognathia /N FEE

[] Others (FEfHM)

] Synophrys #fE(—F/E)

[] Trigonocephaly — &£ 58

[] Abnormality of the glabella EEEEE
[] “Broad” facies HIZBE

[] “Coarse” facies MHEEI A

] “Mask-like” facies E1 /%

] “Round” facies [E 3B EE

] “Triangular” facies =A%
] Short neck %2 fiF+

] Webbed neck EEiRSE

6. Skin, Nails, Hair &Z/8 ~ 55 - &

] Abn.? of skin pigmentation ZEEREH
] Acanthosis nigricans ®R5Z 5%

] Altered sweating 2 T2

[] Angiokeratoma MEERMELE

] Anhidrosis 5T fE

] Cafe-au-lait spot MM E BT

] Cutis marmorata A A AL B

] Others (A )

] Ichthyosis B 5w

] Loose skin fZ EBFa5t

] palmoplantar keratoderma 2B 1EAE
[] Papillose ZEAk

] Photosensitive dermatitis S8R 38
[] Skin rash/dermatitis/eczema

KB/ KR/ RZ

[] Skin defects 57 B85
(] Thin skin 7 B&5E

[J Thick skin K2 E15/2

] Onychoatrophy 155 Z 43
[] Alopecia 5588

] Hirsutism ZFEHE

7. Skeletal, Joints, Muscle, Limbs =5% -~ Ba&0 ~ ALY - E N

] Craniosynostosis Ea%4E 5 B

] Dolichocephaly £§8

[] Dysostosis multiplex Z SR B2 &
] Kyphosis Z4ERI

[] Osteomalacia B & {EHE

] Pectus carinatum ZkfE

] Scoliosis A Al &5

[] Skeletal dysplasia 5558 AR

] Spondylolysis 16 = 2B

] Thickened ribs 1B NE

] Arthrogryposis B8 &1 & 48

] Limited joint mobility B8 &1 /E =R

] Others (A1)

] Joint hypermobility EAETEENBE
] Joint dislocation B &AR I

] Gowerssign S RIRZ

] Muscle atrophy AlAZE4E

] Muscle weakness LA

[ Muscular dystrophy ALK ERE
] Myopathy AL AfE L

] Myotonia fll38EH

[] Adactyly 35

] Arachnodactyly ¥ t5

] Bone fracture Bt

] Brachydactyly f28%E

[ Clubfoot SEERREIZ (15K E)

[ Elbow dysplasia S B AR

[ Genu valgum BRSMNER

] Metacarpal hypoplasia 2585 A~E
[ Micromelia /)\iz & T2

[J O-shaped legs 0O ZURE
(] Polydactyly 215 & &
(] Small hands /N5

[ Syndactyly #f15

[] X-shaped legs X ZUfE

8. Abdomen [EER

] Abdominal pain f€%%

] Abdominal wall defect fE B¥ Bz
] Anal defect AT F9fRBA

] Acute hepatitis =35

] Ascites fg7K

[] Cholecystitis fEEEX

[] Cholelithiasis JE#5

[] Cholestasis IR &

[] Congenital megacolon 5t X 4 ERZfE
] Constipation &%}

[] Esophageal atresia B8 FA#H

[] Diarrhea fEE

[] Gastroesophageal reflux 5 B8R
] Hepatic cysts fTEeE

[] Hepatic dysfuction fTIIEEEE

] Hepatic steatosis P B fE N5 224 (BE B BT)

] Intrahepatic biliary dysgenesis BEE 2B~
[] Jaundice =B

] Nausea B&/Cy

] Omphalocele % H

[] Pancreatitis fRfEg %

[] Portal hypertension ATP953 kS B

] Splenomegaly f&fEA

[] Tracheoesophageal fistula REREBEE




] Chronic hepatitis 124} 3
[] Cirrhosis FFAg1{E
[] Others (F&#HM)

[] Hepatomegaly FTHER
] Inguinal hernia FEREILR

] Umbilical hernia f&J0

] Vomiting @At

‘

9. Kidney B b

Adrenal hyperplasia F XM E IR &2 B 1G4
Fanconi syndrome &5 fECIE 1R
Hematuia [MfR

Hemolytic-uremic syndrome & [ 4 /R S5 E

Hydronephrosis B f&7K

O 0O o0oooQgod

Others (F& ¥ i)

] Nephrolithiasis B#5A
BREIRRE

[] Nephrotic syndrome
] polycystic kidney dysplasia Z &

(] Proteinuria &HFR

[] Renal agenesis B85 A2
] Renal insufficiency B THEEZ 18
] Tea-colored urine ZX &R

(] Tubular nephropathy /)& £

10. Cardiovascular /L ME

] Abn.? of the heart valves /)i JiE &

] Angina /D& B

] Arrhythmia (O AREE

] Dilated cardiomyopathy & 55 14 /0 AL 5 22
] Atrial fibrillation /) S BAE)

] Atrial septal defect /)& P BRGRIE

[] Atrioventricular block == EEH %

] Others (FA#H# )

] Bradycardia /{2 &84

] Cardiac valve calcification Z /UMl fE£5 15
] Cardiomyopathy /Uyl J &2

[] Coarctation of aorta = &R

[ Coronary atherosclerosis 73 ik B IRt B A8 (b
] Hypertension = [/E

] Hypertrophic cardiomyopathy AEE /0yl &
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] Left ventricular hypertrophy /02 JER
] Myocardial infarction /)1 22

[] Palpitation /\F

[] Tachycardia /0ME3B %R

] Ventricular septal defect O ZE PR ERIE

11. Central Nervous System &% %t

A
\

] Agenesis Corpus callosum BfEEE S B5 L%
] Aggressive behavior BT 4

] Anencephaly F&H

] Areflexia S281 8%

] Arnold-Chiari malformation /)\B& il BS FIZAE
[ Ataxia F7EK

] Autism EBAE

] Behavioral abnormality {15 E£%E

] Brain atrophy BSZE4E

] Cerebellar atrophy /N\i&ZE4E

] Cerebellar hypoplasia /\ IS B~

[] Chorea ZERSIE

[] Cognitive impairment #0%0FE ¢

] Delayed language 78 = L IZ

[] Dementia &R

] Others (FA#H# )

] Developmental regression £ RiE4
[] Dysarthria 12 FE 8t
EBRBERE
] Dystonia ALsRIAZE

] Dyskinesia &

EEG abnormality S EEE 2%
Encephalopathy P jm#

Gait disturbance 2> REFEHE

Global developmental delay 223235 R IB4E
Hydrocephalus BS#&E7K

Hyperactivity 4@ BB

Hyperreflexia 5z 51 714

Hypertonia 5§ JJ7T 3

Hypotonia All5& J11E T~

Intellectual disability Z5BEFE R

O Ooo0oooooogood

Lethargy T&EE

[] Leukodystrophy ZEF M ASH EBIEAE
] Lissencephaly FF&iE

] Macrocephaly KEBRGH

] Mental deterioration /) &5/&5 113R1E
] Microcephaly /\BEEGTEZ

[] Motor delay 3 RiB%E

] Myoclonic seizures Al FEE£ES

] Neurodegeneration 18 AL 1B/ RE
] Neurofibromatosis 18 £& 48 4 J&2 fif
] Parkinsonism MH % 7 ECYE

] Seizures &

] Spastic paraparesis J& &4 T 5 fiifi &
] Stroke SR /&,

] Tremor B




12. Growth, Development 4R EH

] Decreased body weight 52 85 &%
] Failure to thrive £ RE%

] Feeding difficulties BE & A&

] Others (A1)

] Growth delay =R IEE
] Obesity AE R

] Overgrowth #BE4E

] Premature birth 22
] Short stature S#47&/)\

[] Tall stature 18+

13. Hematology [I;&E&

Anemia B
Hyperammonemia 5 & [I%E

Hyperglycemia 1= [MEfE

Hypocalcaemia 1E#5 [ fif
Hypoglycemia & [MHE

Hypokalemia {4 [MfE

O 0O 0o00gogoadg

Others (F& M)

Hypertriglyceridemia /5 E )l = E5[MYE

] Hypophosphatemia 1Ef5E4 E8 [ iE
] Hypothyroidism EPARHRHEBEIR ™ IE
] Thrombocytopenia [M/)\#f )8,/ fiE

] Immunodeficiency & fikbé

] Impaired T cell function T AR INEE =18

[] Lactic acidosis ZLEE MERE P55

] Leukocytosis HIMEKIEBZ

] Metabolic acidosis 1C# M RE D E
] Myoglobinuria JlLAIE AR

] Neutropenia o/ 41 BeL Rl AE
[] Pancytopenia 2= [ A 880 ME

] Recurrent infections /2 7& /&2~

[] Respiratory alkalosis "I iR P55

] Thymic hypoplasia IR EEB AR

14 Various

] Angioedema [ME K&
[] Breast carcinoma ZLIR%EE
[] Colon cancer #5572

[] Others (FEfH3M)

[] Abn.!external genitalia SNEJESSEE

[] Cryptorchidism B2 E
[] Diabetes mellitus ## K%
[] Fever 3%

(] Hydrops fetalis f2 52 7K &

] Hypospadias fR#8 32
] Ovarian carcinoma BUEE &
] Pneumothorax &/

] Polyhydramnios F7K38%

Abn.t = Abnormal/Abnormality
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