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O4 R &% (Oshort stature OTall stature OGrowth delay OFailure to thrive OObesity OPremature birth) O 2% (Abnormality of
limbs) OAIREK (Hemihypertrophy) DOZEAKE I (Scapular winging) OFF E(Pesplanus) OFIEHRAEERE (I:IArachnodactyly

OBrachydactyly OPolydactyly OSyndactyly OClinodactyly) OEEES (OGenu valgum OGenu varum) OEREBES (OTalipes

equinovarus CdMetatarsus adductus)

MASE M OS5 A MK EE (Abnormal skeletal system) &R & (Scoliosis) OIEAETHEEN (Joint hypermobility) CIEAEIZE 4R (Joint
contracture) O EEMEHT(Recurrent fractures) [OFE TR (Osteopenia) DOEVESAE(Osteomalacia) OB E HiF&(Osteoporosis)

OS2 A (Osteosarcoma) 3 (Pectus excavatum) [OE 5§55 E AR (Skeletal dysplasia) CEAETEEI(Joint dislocation) DCIFLAZEA:
EE (Abnormality of the musculature) DOJLSRDEE (OHypo / OHyper tonia) ONLAREE (Myopathy) OE ESHLZ4E (Skeletal muscle
atrophy) OFLAE I (Muscle weakness) I K S8 (Spastic paraplegia) Of{&(Rickets) DOMLPAZKE (Muscular dystrophy)
OML A8 E (Myotonia) %% (Spasticity) ORI EEEE & (EMG abnormality)

SESEHE: O8aMH (OMicro / OMacro cephaly) CIEEEEZE (OCleft lip OCleft palate OTessier cleft) [O/)\ N S&(Micrognathia) O N3
#F(Retrognathia) [CIEAZEE EBAS (Craniosynostosis) CIBRIEAZE ) (Frontal bossing) CIEIEFEE (OLarge face OOSmall face OTriangular
face OFacial asymmetry OMidface retrusion CShort chin O Short philtrum) O_ESEEE (OHigh palate, ONarrow palate, CIBifid uvula)
ORRAEERIHE E (OEpicanthus inversus OEyelid apraxia OEctropion OPtosis OUpslanted / CODownslanted palpebral fissures
I:IBIepharophimosis) O2% 82 % (Owide / ODepressed / OONarrow nasal bridge, dBulbous nose, OWide nose, Underdeveloped nasal
alae) O%EEIEE B EE (OWebbed neck, OLong neck, I:lShort neck) [C8Z)fERE(Hearing impairment) DO%& (Vertigo) O/NE
(Microtia) DTE%TXZH(LOW—set ears) OHEB(Tinnitus) OEYIEZ (Abnormality of the dentition) DO #5-~Z (OHypodontia,
Ooligodontia) O #REE (OPeriodontitis OGingival fibromatosis, OGingival overgrowth) OF EZEBEE (OMacrodonti,
OMicrodontia) DOFEHFE 2B A E (Enamel hypoplasia) OFEZE = (OMacroglossia, OTongue atrophy)

AR: ORI A& 2 &= (OO0ptic atrophy OLeber optic atrophy OOptic neuropathy) CItR & &R (Visual impairment) O & (Nyctalopia)

ORI 48 (Strabismus) O S1#E M (Blurred vision) [33%% (Amblyopia) OFAPE(Cataract) COEEZEFE(Blue sclera) ORI =DIFE
(Bull's eye maculopathy) ORRALATE (Ophthalmoplegia) O4% 48825 % (Retinopathy) IR AYHE % 14 (Retinal degeneration: ORetinal
atrophy OOMacular degeneration) 2488555 (Retinal dystrophy: CRetinitis pigmentosa(Rod cone) dOMacular OCone-rod) DORAIMER
B (Retinal detachment) OAEZE AR (Corneal dystrophy) DORNEREE(Corneal opacity) OB AR (Glaucoma) DOBIYE(Astigmatism)
O 4% (Myopia) %2 %% (Hypermetropia) OB & (OHypo / OHypertelorism) ORREKEBE(Nystagmus) ORR B EE (Blepharospasm)

W2 O K (Ataxia) OPE(Stroke) OFAEARFE (Unsteady gait) ORISR Z(Dystonia) DONLAE(myoclonus) OZEFEAE
(Chorea) [OIMHEFR(Parkinsonism) [OBaXHTremor) [EE)-A 1778 (Poor motor coordination) A& EE (Encephalopathy) [/)\BEZE4R
(Cerebellar atrophy) [OE&fE (Seizure: OFebrile seizure OFocal-onset seizure CGeneralized-onset seizure OOMotor seizure) OfSEEEIES
(EEG abnormality) [CIE32 184855 % (Peripheral neuropathy) I:lH“‘%?JE%?((Ventriculomegaly) OfS A& 2k & (Leukodystrophy)  ORETEK
(Hydrocephalus) [CI{REERE(Migraine) DOIWIEAS 2B 2 (Agenesis of corpus callosum) & BEFERE (Intellectual disability RS E4E
(Delayed speech and language development) DOEI{EEELE(Motor delay) DOFREIELE (Cognmvedelay) O IE4E (Delayed social

development) [MFRIAEBENADHD) DOBEPBATT4(Autistic behavior) DOPFEHIMETT % (Restrictive behavior) [%E-R(Dementia)

DIE: Dﬁﬂiiﬂﬁﬁﬁﬂﬂﬁ(mlmonary arterial hypertension) /0 Z I8 (Congestive heart failure) O BARKIKE (Coarctation of aorta)
O/ BU A8 22 5 (O Cardiomegaly OHeart valve OCardiac atrium OCardiac ventricle OCardiac septum) OMEAYEE 2= (OAortic
OCoronary artery OCarotid artery OArteriosclerosis CArterial calcification OArterial stenosis CDPulmonic stenosis CTetralogy of Fallot)
O (Syncope) OIMEREE (OHypo / OHyper tension) CIOVEAREE (Arrhythmia) OO BEE R (Tachycardla) 0% 3E(Sudden cardiac
death) DEE@JHJEEE(AOFUC aneurysm) COBIL3E (Myocarditis) /O BB ZE (Myocardial infarction)  OME 3 (Vasculitis) O H M
(Cerebral hemorrhage) O 2LHREASE A2 (Mitral regurgitation) C/0ZEBEE (Ventricular hypertrophy) B4R & & 5K (Telangiectasia)
DJID%KIE(Angioedema) OO A& %2 (OHypertrophic / ODilated Cardlomyopathy)

WO % #35: O 48 48 {5 (Pulmonary fibrosis) D;%H'](Pneumothorax) O EYRE 2 (Abnormal lung morphology) O LN IREEE
(Abnormality of the upper respiratory tract) [O% & 52 % & 22 % (Abnormal tracheobronchial morphology)

HiE&M: OB 5EERERE 2 (0OEsophagus OStomach Ointestine OAnorectal) g3 E 2% (OLiver OPancreas OSpleen
Operitoneum) [CAERE(Abdominal pain) CIALFSEA#H(Anal atresia) CFFBE K (Hepatomegaly) DOIER B FEE(Feeding difficulties) DIFEST
A& (Cholestasis) [CIREZERATH (Biliary atresia) N PBERIE M (Hepatic steatosis) CFF = I&(Hepatic failure) OB EPITH(Esophageal
atrasia) [IRE7K(Ascites) DH%H?%(Pancreatms) O #5485 (Hepatic fibrosis) CFFAE{E(Cirrhosis) ORE%E A (Cholelithiasis) O+
1585 P8 (Duodenal atresia) BB 4G IZ K (Ulcerative colitis) OB #EF7#H(Esophageal atresia) O=&E-AE(Malnutrition) O
(Umbilical hernia) OREREIR(Inguinal hernia) OEEZE(lleus) OO0 K MEERGIE(Aganglionic megacolon) P& (Diarrhea)

R#F &M OMEEE(OHypo / OHyperglycemia) OMEFRA(OType | / OType |l Diabetes mellitus) 15278 25 /& (Recurrent fever)
OKBE(Edema) ORI E H(Amyloidosis) [CFBEZ (Carboxylic acid)/EE 2 & (OHypo / OHyper phenylalaninemia, OdHypo / OHyper




bilirubinemia, OHypo / OHyper methioninemia, OOHypo / OHyper alaninemia) O%& H(Protein) B E 2 & (ODecreased / OElevated
ceruloplasmin, Oincreased ferritin, OReduced / Oincreased C-peptide level) OREE (Lipid)/RE £ (OHypo / OHyper cholesterolemia,
OHypo / OHypolipidemia, ODecreased / OElevated carnitine)  CIM /& B F(lon) % (P0,3~: OHypo / OHyperphosphatemia, Cl: OHypo /
OHyperchloremia, K: OHypo / OHyperkalemia, Na: OHypo / OHyper natremia, Ca: I:IHypo / OHypercalcemia, Mg: OHypo /
OHypermagnesemia, Mn: OHypo / I:lHypermanganesemia) O%1E&¥)(Nitrogen)E & (OHypo / OHyperuricemia, dHypo /
OHyperammonemia) CIEEFH(Carbohydrate) 2 & (OHypo / OHypergalactosemia, Oincreased serum pyruvate) O X2 % (ODecreased /
OElevated hepatic transaminase, ODecreased / OIElevated creatine kinase) O#4ZXE % (OReduced / Oincreased vitamin A, OReduced /
Oincreased blood folate, CDecreased / OElevated vitamin B12, CDecreased vitamin C, CDDecreased vitamin D, CDDecreased / CIElevated
vitamin E, ODecreased vitamin K) /K& 2 & (OCarboxylic aciduria, OComplex organic aciduria, OHyperoxaluria, C13-hydroxyisovaleric
aciduria, OAlkaline urine, OAminoaciduria, OProteinuria, OGlutaric aciduria, OHemoglobinuria, OMucopolysacchariduria) I i 7 17
& (OMetabolic acidosis, OLactic acidosis, OKetoacidosis, Oincreased serum lactate, ODicarboxylic acidemia, COMethylmalonic acidemia,

OAlkalosis)

AD M Z2F: OB S 2% ( OAndrogen, OEstrogen, OCortisol, dThyroid hormone, OOHypo / OHyperinsulinemia, JACTH, T3, OT4)
OF R IR #EE R & (OHypo / OHyperthyroidism)  OMEE 2 (Precocious puberty) O #EE 55 BUME [ fm (Maturity-onset diabetes of the
young) DOERBZETEZ (Growth hormone deficiency) OEIFARIREEEER & (OHypo / OHyperparathyroidism) OfS N EREE
(OHypo / OHyperpituitarism) O AR IEAESE(Adrenal hyperplasia) OMERRIE T (OHypo / OHyper gonadotropic hypogonadism)

O & ML (Delayed puberty) OB _EIRINEEAZ (Adrenal insufficiency) [OJFRABJE(Diabetes insipidus)

WRETE 245 O/ E YR 955 (Renal tubular acidosis) OB /NE THEERERE(Renal tubular dysfunction) OEEE A Z(Renal
hypoplasia/aplasia) O /N\BKIE{E(Glomerular sclerosis) OMMFR (Hematuria) OB RAEIEEE(Nephrotic syndrome) OZEMERE

(Polycystic kidney dysplasia) OB 47K (Hydronephrosis) yﬁi(Polyuria) OfR#E 3 (Hypospadias) %%E(Nephrohthlams)
O£ M BE B (Neurogenic bladder)  OO%3%(Nephritis). D4 B2 2 & (Abnormal internal genitalia: OOvarian cyst) DOYMNEGESS

(Abnormal external genitalia: OMicropenis OCryptorchidism)

BB %45 OINEB B4R E (Ectodermal dysplasia)  OIMNBEAE 4B (Cafe-au-lait spot) ¢8I K7 B (Cutaneous photosensitivity)
OZ MR B 3% (Atopic dermatitis) 055 35 M1 A& 4588 (Neurofibroma)  O&=JE(Jaundice) OZ%FEfE(Hirsutism) OFR1EAE(Albinism)

BB A4 O%REIKEBE S (Abnormal immunoglobulin level) O%ZGAK (Immunodeficiency) CMEEA (Splenomegaly) O & MR
Z(Recurrent infection) [CI2BEIMEE K (Allergic rhinitis) O Mi/Z(Urticaria) OB 4B (Lymphadenopathy) OBERZE
(Autoimmunity) O M&(Asthma) OF® %% & E(Abnormal inflammatory response)

[M& % #%: 042 2= (OThromboembolism, OArterial thrombosis, OVenous thrombosis) 2 MIBKIE T (Pancytopenia) M E
(Abnormality of coagulation) OES YR MEKEE £ E (ONeutrophilia, ONeutropenia) OMM/NMrEEEE (OThrombocytosis,
OThrombocytopenia) O4LMEKEF (OAnemia, dAbnormal hemoglobin, OPolycythemia, DAbnormal mean corpuscular volume)

O3 MBkE=2EE (OLeukocytosis, OLeukopenia, JAbnormal T cell/B cell count) OEIEAAMEE E (OHemophagocytosis,
OGranulomatosis) OH M2 & (Ointernal hemorrhage, OEpistaxis)

P : O %R JEJE (Hematological neoplasm: OLeukemia, OLymphoma, OMyelodysplasia) %L#E(Breast carcinoma) DOAM5E(Colon
cancer) DOIM%E Y& (Hemangioma) OB%E(Stomach cancer) DOFFARIRER(Thyroid carcinoma) DA% W J&E (Endocrine neoplasia) CIf
% ¥ (Lung adenocarcinoma)
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