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A
Abasia 286
Abdominal pain 146, 341, 540, 541,

593–594, 641, 646
– acute attacks 593
– colicky 611
– crampy in proximal limbs 600–

602
Abetaliproproteinemia 312
Abortion 554
Absent / absence
– development 216, 218, 221
– – of severely retarded develop-

ment 216
– head control 220
Acanthosis nigricans 554
Acceleration, growth
– accelerated head growth resulting

in macrocephaly 218
Acidemia 369, 370
Acidosis 63, 170, 173, 176, 198,

200, 233, 251
– Ketoacidosis 197, 200, 312
– lactic 5, 67
– – MELAS (mitochondrial myopa-

thy, encephalopathy, lactic
acidosis, stroke-like epi-
sodes) 521, 525

– metabolic 216, 233, 362
– renal tubular 63, 310, 315, 342,

362, 423, 437, 641
– tachypnea 343
Acne 553, 561
Acrodermatitis enteropathica 653
Acroparesthesias 431, 441
Addison / Addisonian
– pigmentation 372
– syndrome 496
Adiposity (doll facies) 343, 344,

348

Adrenal
– corticosterone methyl oxidase II

deficiency 552, 569
– hyperplasia 551–552
– – congenital (CAH) 551–552, 567
– – lipoid 551, 567, 569
– hypoplasia 369, 372
– insufficiency 369, 375
AERD (Apparent cortisone reductase

deficiency) 553
Aggression / aggressiveness / aggres-

sive behavior 118, 124, 130,
387–389

– impulsive 108
Akinesia 95
Alanine transaminase (ALAT) 172
Alcaptonuria 4
Aldocorticoid deficiency 369
Alkalosis 556–557
– hypokalemic 552, 563
Alopecia 171, 197, 580, 581, 644
– A. totalis 198
Alveolar ridges, broad 583
Ambiguous genitalia 552
Amenorrhea, primary 552
Amino aciduria 233, 362
Androgen
– complete and partial androgen in-

sensitivity syndrome (CAIS /
PAIS) 554, 562

– excess 552–553, 558
– – hirsutism and other signs of an-

drogen excess in women
only 560

Androgenism 553
Anemia 10, 64, 175, 198, 315, 525,

526, 579, 603, 640, 645
– hemolytic 233, 236, 241, 450,

455, 602, 640
– hypochromic 602

– macrocytic 250–252
– megaloblastic 125, 131, 158, 250,

252, 253, 454
– microcytic 602
Angina / MI 541–543
– pectoris 621
Angiokeratoma 403, 436, 441, 443
Anion gap 170, 198, 200
Ankle clonus 174
Anorchia 372
Anorexia 129, 200, 340, 341, 414,

644
– episodic 216
Anosmia 497
Anteverted nares 583
Aortic
– flow murmur 542
– valve 377
– valvulitis 147, 377
Apathy 644
Aphasia 177
Apnea 63, 109, 119, 121, 124, 130,

170, 173, 203, 217
Arachnodactyly 247
Arcus corneae 542–544
Areflexia 170
Aromatase deficiency 552–553,

569
Arpartate transaminase

(ASAT) 172
Arrested development 175
Arrythmia 645
– ventricular 63
Arteria / atrial
– ruptures 642
– tortuous 642
Arthritis 147, 252, 646
Arthropathy 579
Ascites 345, 439, 620, 640, 646
– fetal / neonatal 433
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Aspiration pneumonia 109, 119,
121

Astasia 286
Asterixis 266
Ataxia 124, 130, 170, 174, 197, 223,

236, 248, 249, 266, 267, 283, 284,
286, 304, 320, 361, 403, 415, 437,
438, 497, 525–526, 544, 545, 579,
621, 640, 643, 644

– episodic 526
– NARP (neuropathy, ataxia, retinitis

pigmentosa) 525
– progressive 222
Atheroclerosis, prematur 539
Athetosis 267, 640
– chorea 94, 111
Atrophoderma, follicular 581
Attacks, acute 600
Attention deficit 318
Auricle, abnormal 174
Autism / autistic 93
– behavior 468, 472
– features 63, 453, 456, 468
Autophagocytosis, lymphohistiocytic

267
Axillary hair, absent 562

B
Baby
– floppy 105
– stiff baby syndrome 109
BAER, abnormal 496
Behavior / behavioral
– abnormality 108, 251, 416, 437
– aggressive 118, 124, 130
– problems 378, 432, 583
Birth weights, lower 89
Bladder diverticula 642, 643
Blepharospasm 647
Blindness 175, 282, 424, 432, 495,

526
– cortical 526
– loss of retinal function 424
– night 644
Blisters 146, 600–603, 611
Blood pressure, diuretic thera-

py 569
Body
– or pubic hair
– – absent 562
– – excessive 552

– unusual body odor 79, 669
Bone
– age 558, 561–562
– bent bones 672
– marrow hystiocytes 403
– shortening of long bones 495
Bowel disease, inflammatory 343
Bradycardia 63
Bradykinesia 95
Brain
– atrophy 248, 249
– calcification 94
– dysplasia 312
– hypoplasia 580
Breast development, female 562
Bronchiolitis 174
Bronzing of the skin and gums 369
Bruits, carotid / femoral 541–543
Burning pain 600

C
Cabbage-like odor 247
CAH (congenital adrenal hyperpla-

sia) 551–552, 567
Calcific stippling 496
Calvarium, thickened 439
Candidiasis 450
– oral 450
– vaginal 450
Cardiac
– anomaly / abnormality / fail-

ure 284, 316, 344, 497
– arrhythmia 63
– function 344
– hypertrophy 403
– malformations 203, 580
– muscle 175
Cardiomegaly 223, 321, 344, 436,

439
Cardiomyopathy 63, 69, 172–174,

176, 216, 217, 222, 236, 310, 311,
315–319, 328, 344, 414, 526, 645

– dilated 526
– hypertrophic 220, 526
Cardioskeletal myopathy 174
Cardiovascular disease 244
Cataract 125, 131, 339, 340, 436,

438, 494–496, 526, 579, 581, 583,
621, 640

– bilateral subcapsular 125, 131
– posterior subcapsular 282

Celiac disease 312, 326
Central nervous system (see

CNS) 118
Cerebellar
– ataxia 302, 521, 647
– atrophy 414, 579
– findings / signs / involve-

ments 175, 217, 233
– hypoplasia 453, 579, 583
Cerebral
– atrophy 112, 172, 176, 250, 451
– dysturbance of cerebral func-

tions 424
– edema 172, 176, 266
– gyral abnormalities 582
– intracerebral hemorrhage 262
– palsy 452
– progressive cerebral degenera-

tion 642
– ventriculomegaly 221
– visual failure 223, 441
Cervical
– compressive myelopathy 581
– cord compression 377
– lymphadenopathy 176
Chest wall deformity 643
CHILD syndrome 580, 581
Cholelithiasis 224
Cholestasis / cholestatic 171, 646
– jaundice 267
Chondrocalcinosis 641
Chorea 107, 112
Choreiform movements 248, 249
Choreoathetosis 94, 111–112, 124,

130, 174, 201, 222, 223, 286, 452,
647

Choroid / choroidal
– dystrophy 521
– gyrate atrophy 277, 282
Cingulate gyrus-agenesis 203
Circulatory failure 266
Cirrhosis 344, 619, 645
– chronic 266
– features 345
– hepatocellular 147, 266, 344
– macronodular 146
– micronodular 146
CK 173
– elevated 63
Claudication 541
Cleft palate 582, 583
– soft tissue 379
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Clinical features 378
Clitoromegaly 557
Clitoris / clitoral 561
– enlargment to penile urethra 558
– resembling 561
Clubfeet 494, 582, 583
Clumsiness 284, 647
CNS (Central nervous system)
– abnormal MRI (see also

MRI) 173, 175, 176, 217
– depression 370, 375
– deteriorations, episodic meta-

bolic 370
– symptoms 118, 234, 370, 660
Coagulation 266
Coagulopathy 146, 583, 640, 645
Cognitive deficiency 174
Colic 341
– colicky abdominal pain 611
Colicky 594
Colitis 285
Column abnormalties 414
Coma 63, 130, 170, 171, 173, 266,

310, 315–321, 370, 526, 593,
600–602, 640

Complementation analysis 244
Conduction abnormalities 526
Confusion 252, 370, 593
Congestive failure 345
Conjunctivitis 197
Consciousness, altered 173
Contractures 384–386, 391–392,

436, 495, 496, 581
Convulsions 124, 129, 130, 156,

176, 319, 414, 497, 621, 642
– febrile 217
Cornea / corneal
– arcus corneae 542–544
– clouding 377–379
– crystals 423
– cysts 425
– deposits 544
– erosion 146
– opacities 384–392, 403, 431, 436
– verticillata 436
Corpus callosum 124
– agenesis 203, 582, 583
– atrophy 415
Cortical
– atrophy 94, 96, 111, 220, 282,

387–389
– malformations 124

Corticosterone methyl oxidase II de-
ficiency 552, 569

Cortisone reductase deficiency, ap-
parent (AERD) 553

Cramps 453
– abdominal pain, crampy 600–602
Craniofacial dysmorphy 417
Craniosynostosis 672
Crying 174
Cryptorchidism 372, 583
Crystalluria 454
CT / MRI, white matter 217, 222,

494
Cushing stigmata 563
Cutaneous eruption, periorifi-

cial 197
Cyanosis 176
– cyanotic spells 224
Cytolysis 266

D
DD 342
Deafness 175, 223, 377, 453, 494,

495, 497, 526
– conductive 285
– partial 663
– perceptive 526
– sensorineural 197, 494
Death 340, 342, 344, 345, 369
– infant (see infant death) 62, 109,

119
– – near miss 109, 119
– – unexplained 62
– unexplained / sudden childhood

death 63, 94, 310, 315–319, 321
Decerebrate posture 173
Decreased vision 250
Dehydration 5, 200, 360, 423,

556–559
Delusions 266
Dementia 175, 251, 403, 432, 436,

496, 621, 647
Demyelination 247
– Polyneuropathy, demyelinat-

ing 417
Depression 370, 644
– CNS 370
Dermatitis 644
– monilial 197
Deteriorations
– CNS, episodic metabolic 370

– motor 220
– neurologic 252, 436
– progressive 662
Development / developmental
– ataxia 453
– delay 107, 111, 112, 118, 197,

215, 223, 248–253, 318, 321, 433,
443, 450, 453, 455, 456, 468, 621

– – absence 218
– – regression 218
– general 469
– normal initial 220
Diabetes mellitus 521, 526,

645–647
– risk of type 2 diabetes melli-

tus 370
Diaphragmatic paresis 173
Diarrhea 172, 176, 252, 315, 317,

321, 360, 378, 387–389, 414, 436,
450, 494, 497, 579, 643–644

– chronic 416
– intractable 645
– villous atrophy 526
Diplegia, spastic 197, 450
Disk generation, lumbo-sacral 147
Dislocation of the hip 114
Disorientation 252
Diurnal
– fluctuations of symptoms 95, 96
– variation 89, 112
Dolichomicrocephaly 642
Doll facies (adiposity) 343, 344,

348
Drinking, excessive 423
Ductus arteriosus, patent 582
Dwarfism 379
Dysarthria 174, 222–223, 267, 286,

640
Dysgenesis 175
Dyslipoproteinemias,

genetic 537–549
Dysmorphic features / dysmorphia /

dysmorphism 175, 216, 221–222,
248, 249, 284, 372, 379, 411, 416,
451, 453, 494, 642, 645, 664

– facial 203, 223, 409, 416
– mildly 379
Dysmyelination 173
Dysostosis multiplex 384–392, 403,

409, 433, 439
Dysphagia 95, 284, 640
Dysphasia, expressive 621
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Dyspnea 176
Dyspraxia 526
Dystonia/ dystonic 63, 91, 95–96,

111–112, 118, 222, 223, 286, 640,
647

– gait 89
– hereditary progressive 91

E
Ectopia lentis 247–249
Eczematous rash 93–94, 579
Edema 579, 603, 620
– cerebral 172, 176, 266
– feet 284
– hand 284
EEG, abnormalities 177, 203, 222,

249–250, 496
Elbow mobility, restricted 643
Electrolyte imbalance 233, 593
EMA-encephalopathy 311
Emotional outbursts 174
Encephalopathy 63, 640
– EMA-encephalopathy 311
– episodic 286
– infantile 216
– MELAS (mitochondrial myopathy,

encephalopathy, lactic acidosis,
stroke-like episodes) 521, 525

– M NGIE (mitochondrial neuropa-
thy, gastrointestinal disorders, en-
cephalopathy) 521, 525

– progressive 175
Endocardial fibroelastosis 174,

175
Endometrium
– constantly proliferative 554
– external genitalia 562
End-organ resistance syn-

dromes 569
Epicanthic fold 267, 583
Epilepsy / epileptic 217, 223, 361,

415–417, 453, 456, 468, 472, 495,
496, 640

– MERRF (myoclonic epilepsy,
ragged-red fibers) 521, 525

– seizures 220, 469
Epiphyses / Epiphyseal
– dysplasia 496
– early closure of the epi-

physes 552
– incomplete closure 562

– stippling 583
Episodic course 220
Epistaxis 640
ERG, abnormal 250
Erosion 146
– corneal 146
Erythroderma, ichthyosiform 580,

581
Esophageal peristalsis 173
Estrogen resistance 554
Evoked potential abnormalities 222
Excess digital whorls 583
Exercise
– endurance 346
– intolerance 310, 312, 316, 318,

320, 453, 526
Exostosis (occipidal horn) 643
Extrapyramidal signs / dysfunc-

tion 96, 173, 217, 220, 251, 472,
526

– movement disorder 220, 223, 279
Eye movement, restricted 526
Eyelid
– myoclonia 472
– ptosis 472

F
Face / facial
– coarse facial
– – appearance 217
– – features 384–392, 436, 439, 442
– dysfiguration 602
– dysmorphism 203, 223, 409, 416,

582
– lack of facial expression 662
– midface (see there) 369, 581
– minor facial anomalies 252
– myopathy 175
– palsy 177
– triangular 369
– unique 132
Facies
– dysmorphic 579
– unusual 379
Fanconi syndrome, renal 362, 423,

521
Fasting ketosis 67
Fat distribution, abnormal subcuta-

neous 414
Fatigability, easy 526
Fatty liver

– deposition in liver 173
– fatty infiltration of liver 318
– liver of pregnancy, acute 62,

310
Febrille
– convulsions 222
– episodes 176
Feeding
– difficulty / failure 63, 93, 111, 112,

123, 203, 216, 224, 248–252, 456,
583, 642

– poor 170, 318, 672
Feet / foot
– clubfeet 494, 582, 583
– deformity 663
– feet / hand edema 284
– flat feet 390
Feet, abnormal 378
Femora, disproportionately affect-

ing 495
Fertility 558
– decreased 552
Fetid breath 247
Fever 579
– of unknown origin 224
Fibrosis 266
Finger nails (see nails) 580, 641
Fish odor 83, 669, 671
Flexor spasm 172
Floppy baby 105
Foamy 403
Follicular atrophoderma 581
Fontanel, enlarged 494
Foot (see feet)
Fractures
– pathological 372
– skeletal 642
Fragility 601
– of hair / trichorrhexis 266
– skin 600–603
Frontal bossing 581
Frontotemporal atrophy 286

G
Gait disturbances 249, 432
– abnormalities 250
– ataxic gait 647
– dystonic 249
Gallbladder
– papilloma 437
– stones 437
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Ganglia
– basal ganglia calcifications 252,

468, 472
– hyperintense areas in basal gan-

glia 173
Gastroenteritis 177
Gastroesophageal reflux (GER) 111,

112, 173, 174
Gastrointestinal
– disorders, MNGIE (mitochon-

drial neuropathy, gastrointestinal
disorders, encephalopathy) 521,
525

– hemorrhage 437
Genital / genitalia
– ambiguous 552, 553, 557–562,

569, 582, 583
– – XY: 560–561
– – XX: 558, 561
– – various degree 557–558, 560
– external genitalia 556–562, 567
– hypoplastic 417
Genu
– recurvatum 437
– valgum 247
Gibbus 377
Gingiva / gingival
– hyperplasia 642
– nodules 582
Gingivitis 284
Glaucoma 385, 390–391
Gliosis 172
Glomerulonephritis 267
Glomerulopathy 146
Glucocorticoid
– deficiency 369, 552
– resistance 554
– suppressible hyperaldosteron-

ism 552, 569
Glucosuria 360–362, 423
Glutathionuria 242
Gonads / gonadal
– dysfunction 646
– failure 496
– infantile female 556–557
– not palpable 567
– palpable 567
Gout 452, 453
Growth
– acceleration 129
– disturbance / failure 267, 495, 496,

511, 512

– hypersecretion of growth hor-
mone 123

– rapid somatic growth 552
– retardation (see there) 63, 174,

200, 283, 284, 343, 344, 348, 362,
372, 384–386, 392, 403, 423, 526,
552, 558, 583, 645

– velocity 123
Gums, bronzing of 369
Gut, short gut syndrome 67
Gynecomastia 553, 560
Gyration/ gyrate
– atrophy
– – choroid 277, 282
– – retina 277, 282
– delayed 223
Gyrus-agenesis, cingulate 203

H
Hair
– absent pubic or axillary hair 562
– body hair, loss of 646
– coarse hair 387–389, 643
– fragility / trichorrhexis nodo-

sa 266
– kinky hair (pili torti) 642
Hallucinations, visual 266
Hand
– claw hand 384–386, 391
– hand / feet edema 284
Head
– absent head control 220, 662
– circumference 473
– deceleration/ acceleration of head

growth 526
– lag 174
– poor control / neck tilting 95,

218, 223
Headache 285, 557–559
Hearing
– loss 384–392, 403, 496
– sensorineural hearing defect 583
Heart
– block 525
– failure 645
– – congestive 645
– ischemic heart disease 621
– malformations 583
Height 341
– retardation 644
HELLP syndrome 63

Hematopoietic cell lines, hypopla-
sia 171

Hematuria 3, 303, 452, 511, 512,
641

Hemeralopia 282
Hemidysplasia 580
Hemiparesis 172
Hemiplegia 248, 249
Hemivertebral anomalies 580
Hemolysis 267
Hemolytic
– anemia 233, 236, 241, 450, 455,

602, 640
– – with basophilic stippling 455
– uremic syndrome 202, 251
Hemorrhage 266, 640
– intracerebral 262
Hepatic diseases 583
– dysfunction/ failure 175, 310,

316, 317, 320, 328, 526, 583
– fibrosis 415
– lipid 175
– siderosis 267
– steatosis 267, 310
Hepatitis features 340, 341, 344,

345
Hepatocellular cirrhosis 146, 266,

344
Hepatomegaly 63, 174, 176, 199,

215, 220, 221, 266, 315, 316, 321,
340, 341, 343–348, 362, 384–389,
392, 403, 414, 433, 437, 439, 494,
641, 646

Hepatopathy, unspecific 147
Hepatosplenomegaly 172, 176, 345,

436, 437, 579, 620, 622, 640
Hereditary progressive dystonia 91
Heritable disorders 377
Hermaphroditism 552, 567
– pseudohermaphroditism (see

there) 552, 567, 569
– true 567
Hernias 114, 377, 384–392, 403, 642
Hips, dislocation 114
Hirschsprung disease 583
Hirsutism 438, 560561
Hoarseness 441, 443
Holoprosencephaly 583
Homeostasis, disturbed energy 332
Humeri, disproportionately affect-

ing 495
Hydrocephalus 124, 251, 392, 580
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– congenital 216
Hydronephrosis 580, 642
Hydrops fetalis 379, 433, 439
Hydroureter 580
11�-Hydroxylase deficiency, ste-

roid 552
17�-Hydroxylase deficiency 552
21�-Hydroxylase deficiency, classi-

cal 552
3�-Hydroxysteroid dehydrogenase

deficiency 552
11�-Hydroxysteroid dehydrogenase

type II deficiency 553
Hyperactivity 285, 387–389, 455
Hyperaeshesia 600–602
Hyperaminoaciduria, general-

ized 423
Hyperammonemia 63, 261,

266–267, 310
Hypercortisolism 553
Hyperexcitability 119, 125
Hyperglycemia 362
Hyperinsulinemia 554
Hyperkalemia 369
Hyperkeratosis 581
– on palms and soles 146
Hyperkinesis 124, 130
Hyperlaxity 267
– joint 131
Hypermelanosis, striate 581
Hypermethioninemia 244
Hyperoxaluria 4, 509–517
Hyperphenylalaninemias 89
Hyperphosphaturia, general-

ized 423
Hyperpigmentation 438
– of skin 645
Hyperpnea 176, 266
Hyperreflexia 95, 172, 174–176,

283
Hypersalivation 93–94, 96,

111–112
Hypersecretion of growth hor-

mone 123
Hypersomnolence 96
Hypertelorism 174, 581
Hypertension 146, 552–554, 559,

563, 569
– mineralocorticoid 553
– portal 345, 494
– response to low sodium

diet 559

Hyperthermia 266
Hypertonia / hypertonicity 93–96,

109–114, 146, 170, 172, 175, 176,
266, 456, 526, 552–554, 557–559,
563, 569

– axial 173
– limbs 96, 111, 112
– peripheral 248, 249
Hypertrichosis 384–389, 391–392
Hyperuricemia 453
Hyperuricosuria 4
Hyperventilation 124
Hypodensities of white matter 286
Hypoglycemia 63, 107–108, 121,

267, 310, 312, 328, 341, 344, 346,
347, 362, 369, 370

– hyperketotic 176
– hypoketotic 310, 312
– ketotic 310, 312
– lethargy 341
– seizures 341
– symptoms 344
Hypogonadism 125, 131, 414, 644
– females 414
– hypogonadotropic 369, 521, 645
Hypohidrosis 431, 436, 443
Hypokalemia 423, 553, 554, 569
– hypokaliemic alkalosis 552, 563
Hypokinesia 95, 111
Hypomagnesemia 593, 600–602
Hypomyelination 414
Hyponatremia 369, 593, 600–602
Hypoplasia / hypoplastic 175
– genitalia 417
– of hematopoietic cell lines 171
Hyporeflexia 124, 130, 414
Hypospadia 557, 562, 583
Hypotension 108
– orthostatic 107, 118
Hypothermia 107, 170, 203, 266,

370, 642–643
Hypotonia / hypotonicity 63, 93–96,

112, 118, 124, 129, 130, 170, 172,
174, 175, 197, 216–218, 220–223,
250–252, 311, 315–321, 342,
344–347, 403, 414–417, 472, 473,
494, 526, 579, 662

– axial 123, 129, 215, 220, 248, 249,
415

– central 107
– infantile 583
– limbs 220

– muscular 130, 266, 283, 284, 286,
361, 438, 456, 494, 643, 647, 660

– orthostatic 118, 643
– peripheral 107, 173
– trunk 96, 111, 112
Hypoventilation, central 526
Hypovolemia 360
Hypsarrhythmia 94, 173, 415

I
Ichthyosis 495, 580, 581
– skin, ichthyosiform 580, 646
Icterus, prolonged 221
Ileus / subileus 593, 600–602
Immunodeficiency 64, 198
– severe combined (SCID) 450
– T cell 450, 454
Impulsive aggression 108
Inability to fix or track 223
Inborn errors 377
Infant death syndrome (SIDS) 62,

109, 119
– in siblings 63
– near-miss SIDS 63
Infections 253, 343, 450, 455, 495,

644
– frequent 132
– lung 450
– recurrent 175, 233, 241, 377, 450
– respiratory 172, 384–392
– sepsis 146, 340
– urinary tract 65, 303, 511, 512,

643
Infertility, female 554, 562
Inflammatory bowel disease 343
Insecure gait 114
Insomnia 174, 387–389
Intelligence, normal 377, 379
Interest, lack of 646
Intersex 569–570
– corrective surgery in intersexual-

ity 570
Intestinal
– dysmotility 583
– pseudo-construction 526
Intracerebral hemorrhage 262
Intracranial pressure, elevated 672
Iris coloboma 415
Irritability 93, 111, 112, 170, 174,

176, 221, 266, 267, 341, 343, 370,
640, 644
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J
Jaundice 141, 146, 236, 241, 340,

346, 494, 619–622, 640
– cholestatic 267
Joint
– contractures 384–386, 391–392,

495–496, 581
– deformity 436
– hyperlaxity 131
– stiffness 377, 379
– swelling 436, 441, 443
– thickening 436

K
Kayser-Fleischer-ring 640
Kelley-Seegmiller syndrome 452
Ketoacidosis 197, 200, 312
Ketosis / ketotic 63, 70, 170, 198,

200
– fasting 67
– hypoglycemia 310, 312
– lactic 67
Kidney
– edema 403
– enlarged 343, 348, 414
– polycystic 63
– stones 64
– – stone formation 301
Knees, knock-knees 390
Koilonychia 646
KSS 525
Kyphoscoliosis 379, 416
Kyphosis
– lumbar 391
– thoracic 377, 384–386, 392

L
Lack
– of facial expression 662
– of interest 646
– of sexual development 557
Lacrimation 146
Lactic
– acidosis 5, 67, 70
– ketosis 67
Lax / Laxity
– hyperlaxity (see there) 131, 267
– ligament 283
– skin 642, 643
– soft tissues 643

Lead poisoning 454
Leber’s hereditary optic neuroretino-

pathy (LHON) 521, 525
Legs
– symmetric extension 662
– ulceration 132
Leigh syndrome 175, 521, 525
Lens
– apacities 403
– subluxation 283
Lesch-Nyhan syndrome 452
Lethal neonatal
– acidosis 312
– presentation 332
Lethargy 63, 123, 129–130, 170,

171, 176, 199, 203, 216, 221, 266,
315–321, 341, 370, 526, 640

– hypoglycemia 341
Leucocyturia 303
Leukocytosis 579
Leukodystrophy 496
LHON (Leber’s hereditary optic neu-

roretinopathy) 521, 525
Life-threatening illness early in

life 197
Ligament, laxity 283
Limb
– defects 580, 581
– hypertonia 96, 111, 112
– hypotonia 220
– shortened 583
– weakness 249
Lipemia retinalis 540, 541
Lipid 175
– hepatic 175
– storage myopathy 312, 320, 332
Lipoid adrenal hyperplasia 551
Lithiasis-uric acid 452, 453
Liver disease 5, 603
– dysfunction/ failure 63, 67, 146,

315–316, 318–319, 673
– enlarged 378, 494
– enzymes, elevated 63
– somatic 397
– steatosis 319
Lower birth weights 89
Lumbal-sacral disc generation 147
Lumbar
– gibbus 390
– kyphosis 391
Lung infection 450
Luteal phase duration 562

Lymphadenopathy 579
– cervical 176
Lymphohistiocytic autophagocyto-

sis 267
Lysosomal storage disorder 377

M
Macrocephaly 176, 216, 222, 223,

286, 384–386, 392, 403, 582
– accelerated head growth resulting

in macrocephaly 218
– relative 221
Macrocytic anemia 250–252
Macroglossia 344
Macula / macular
– brownish color of 438
– cherry red spot 403, 436
– greyish color of 437
Malabsorption 362, 544, 545, 579
Malar flush 247
Malformations 320
– cardiac 203
– cortical 124
– multiple physical malforma-

tions 203
Maple syrup, odor of 170
Marfanoid features 247, 248
Masculinization 552
Maternal illness during preg-

nancy 311, 312, 315, 318, 319
Maxillae, prominent 379
Megaloblastic anemia 125, 131,

158, 250, 252, 253, 454
MELAS (mitochondrial myopathy,

encephalopathy, lactic acidosis,
stroke-like episodes) 521, 525

Memory
– dysturbance 424
– impaired 647
Menkes disease 653
Menstrual cycle 562
Mental
– function 344
– retardation/ deficiency 63, 93–94,

96, 108, 129–132, 143, 146, 147,
156, 176, 222–223, 233, 203, 247,
249, 250, 252, 266, 267, 283–286,
303, 318, 321, 342, 361, 369, 378,
403, 436–438, 441, 443, 451, 456,
468, 469, 472, 494–496, 581–583,
662–663
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– – deterioration 220
– – mild 132, 222
– – progressive 222, 378, 438, 441
– – severe 131, 378
MERRF (myoclonic epilepsy, ragged

red fibers) 521, 525
Metabolic
– acidosis 216, 233, 241, 362
– decompensation 326
Metabolite, unknown 79
Microcephaly 93–94, 96, 216, 221,

248, 251, 316, 361, 403, 416, 438,
456, 495, 582, 583, 660, 662

– congenital 131
– postnatal 415
Microcytosis 603
Micrognathia 581–583, 642
Microophthalmos 581
Microvillus atrophy 456
Middle ear infection 450
Midface
– hourglass appearance to the mid-

face 369
– hypoplasia 581
Mineralization defect 671
Mineralocorticoid
– apparent mineralocorticoid excess

syndrome 553
– excess 569
– hypertension 553
Mitochondrial
– myopathy 455
– – MELAS (mitochondrial myopa-

thy, encephalopathy, lactic
acidosis, stroke-like epi-
sodes) 521, 525

– neuropathy 425
– – MNGIE (mitochondrial neuro-

pathy, gastrointestinal
disorders, encephalopa-
thy) 521, 525

Mitosis 112
Mitral valvulitis 147
Moniliasis / monilial 197, 198
– dermatitis 197
Morquio syndrome, type A and

B 378
Motor
– delayed motor development 114
– deterioration 220
– impairment 663
– motorneuropathy 593, 600–602

– retardation 96, 223, 284, 342,
456, 497

Mouth ulcers 252
Movement
– choreiform 248
– disorder 174, 252
– – extrapyramidal 220, 468
– involuntary 173
– minimal spontaneous move-

ments 662
MR 112
– MR / DD 111, 344
– – severe 221
– MR / MRI findings, abnormal,

CNS 173, 175, 176, 203, 217, 340
– – white matter (see there) 217,

222, 494
Mucopolysaccharidoses 377
Muscle / muscular
– atrophy 203, 345
– cramps 453
– dystrophy 344
– fatigue / fatigability 344, 346, 671
– hypotonia 130, 283, 284, 286,

361, 438, 456, 494, 579, 643, 647,
660

– pain 310, 316, 317, 346, 600–602
– – in back and proximal

limbs 600–602
– rigidity 109
– – episodic 119
– weakness (see there) 146, 282,

319, 320, 328, 345, 346, 369, 425,
526

Mutilation 600, 602
– self-mutilation 173
Myalgia after exertion 345
Myelination/ gyration, delayed 223
Myelopathy 202, 251
Myocardial infarction 621
Myoclonus 285, 438
– nocturnal 114
– seizures, myoclonic 93–94
Myoglobinuria 346
Myopathy 233, 236, 344, 424, 451
– adult lipid storage myopathy 312,

320, 332
– cardiomyopathy 63, 69, 172–174,

176, 216, 222, 236, 310, 311, 315–
319, 328, 344, 414

– cardioskeletal 233
– distal 424

– facial 175
– isolated 521
– mitochondrial 455
– neurogastrointestinal 455
– weakness 236
Myopia 247, 282

N
Nails
– blue lanulae of finger nails 641
– dystrophic 580
Nape, patches to 377–378
NARP (neuropathy, ataxia, retinitis

pigmentosa) 525
Nasal
– bulbous nasal tip 369
– bridge 267, 369
– – depressed 379
– – flattened 379
– quality to speech 175
– saddle nose 267
Natriuresis, inappropriate 558
Natural aversion to protein

foods 177
Nausea 593, 600–602
Near-death episodes 62
Neck
– patches to 378
– poor head control / neck tilt-

ing 95, 218, 223
– short neck 384–386, 416
– wry neck 95
Neocortical dysplasia 494
Neonatal seizures 451
Nephrocalcinosis 146, 512, 514
Nephrolithiasis 511, 512
Nephromegaly 362
Nephropathy 423
Nephrotic syndrome 439
Nerve compression 377
Nerves (N.) atrophy
– N. caudate 286
– N. putamen 286
Nervous system, dysfunction 118
– central (see CNS) 118
– peripheral (PNS) 118
Neurodegenerative disease 201
Neurologic / neurological disease /

dysfunction 247, 454, 539
– delayed neurological develop-

ment 216
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– deterioration 252, 436
– no neurological involvement 397
– porphyria-like neurologic cri-

sis 146
– progressive neurological symp-

toms 233, 241
– symptoms 660
– of unknown origin 118
Neuromuscular problems 251
Neuropathy 146, 233, 236, 311, 319,

437
– motorneuropathy 593, 600–602
– NARP (neuropathy, ataxia, retinitis

pigmentosa) 525
– peripheral 250, 252, 621, 640,

663
– sensorimotor 497
Neutropenia 10, 174, 198, 221, 251,

252, 253
Neutrophilia 172
Neutrophils, hypersegmented 251,

252
Nicotinic acid deficiency 278
Night vision, loss of 497
Night-blindness 644
Nocturnal myoclonus 114
Non-classical disease 552
Nostrils, anteverted 379
Nystagmus 124, 125, 130, 131, 172,

175, 223, 250, 251, 437, 439, 644

O
Obesity 561
Obstipation 593, 600–602
Obstructive uropathy 303, 454
Occipital
– horn syndrome 643, 653
– – exostosis 643
– porencephaly, bilateral 177
Occlusions 247, 249
Ochronosis 147
Ocular lens dislocation 451
Oculogyric crisis 96, 107, 111, 112,

118
Odontoid, hypoplasia 390
Odor
– fish odor 83, 669, 671
– of maple syrup 170
– of sweaty feet 171, 320
– unusual body odor 79, 669
Oedema (see edema)

Oligophrenia 302
Ophthalmoplegia 403
– progressive external (PEO) 302,

525
Opisthotonus 172, 221, 223
Optic
– atrophy 174, 197, 218, 223, 403,

415, 437, 438, 456, 526
– hypoplasia 581
Oromandibular-orofacial dyskine-

sia 95
Orthostatic hypotension 107, 643
Osteoarthritis 641
Osteolysis 403
Osteonecrosis 403
Osteopenia 267, 343, 348, 414, 494
– thoracal 414
– vertebral 414
Osteoporosis 199, 247, 266, 372,

621, 641
Osteosclerosis 582
Otitis 495
Ovarian failure/ dysfunction 340,

526
– primary 526
5-Oxoprolinuria 233, 241, 242

P
Pain
– abdominal (see there) 146, 341,

540, 541, 593–594, 600, 601, 641,
646

– burning 600
– muscular 310, 316, 317, 600, 602
– photodermatosis, acute pain-

ful 603, 612
Pale fundus 439
Pallor 112
Pancreas, dysfunction 525
– exocrine 526
Pancreatitis 175, 177, 316, 539
Pancytopenia 171, 252, 253, 511,

512, 526
Papilledema 266
Paresis 109, 125, 146, 497
– hemiparesis 172
– spastic
– – paraparesis 109, 175
– – tetraparesis 125
Parkinson’s disease / Parkinson-

ian 95, 111, 432

– symptoms 111
Patches to the nape and

neck 377–378
Patent ductus arteriosus 582
Pearson syndrome 525
Pebbly 377
Pellagra 268
Penis, blind pouch vagina with mi-

cropenis 561
Pentosuria 4
PEO (progressive external ophthal-

moplegia) 302, 525
Pericardial effusion 414
Perioral cutaneous eruption 197
Peripheral nervous system

(PNS) 118
Peritonitis 641
Pes equinovarus 95
Phenotype / phenotypic
– intermediate 377
– male preponderance 645
Photodermatitis, pellagralike 302,

304
Photodermatosis, acute painful 603,

612
Photophobia 146, 423, 425, 644
Photosensitivity 284, 285, 593, 611
Physical
– abnormalities 378
– multiple physical malforma-

tions 203
– performance, progressive decrease

in 176
– retardation 94
Pica 644
Pigmentation / pigmentary
– lighter 93, 94
– skin abnormalities 252
Pneumonia 94, 267, 318, 450, 495
– aspiration pneumonia 109, 119,

121
– interstitial 267
Polycystic kidneys 63
Polydactyly 174, 581
Polydipsia 425
Polyhydramnios 216, 221
Polyneuropathy
– demyelinating 417
– peripheral 302
Polyuria 348, 423, 425
Porphyria-like neurologic crisis 146
Porphyrias 593–612
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Portal
– fibrosis 647
– hypertension 345, 494
Pregnancy complications 62, 311
Premature atherosclerosis 539
Prematurity 105, 642
Progesterone, partial resistance 554
Progressive atrophy 221
Protein-losing enteropathy 415
Proteinosis 267
Proteinuria 341
Pruritus 619
Pseudobulbar paralysis 640
Pseudohermaphroditism 552, 567,

569
– female noradrenal 567, 569
– male 552–553, 567, 569
– – dysgenetic 567
Pseudohypertriglyceridemia 370
Pseudohypertrophy 372
Pseudohypoaldosteronism 554
Pseudotumor cerebri 339
Psoriasiform skin lesions 580
Psychiatric
– behavior 320
– symptoms / disturbances 247,

249
Psychologic / psychological
– abnormalities 432
– distress 669
Psychomotor
– disorientation 432
– regression 526
– retardation 123, 124, 131, 173,

175, 217, 203, 248, 249, 284,
384–392, 414–417, 453, 526, 579,
642, 643, 660, 662

Psychosis / psychotic behavior 202,
220, 236, 251, 266, 662

Psychotrophism 580
Ptosis 107, 111, 112, 118, 526, 583
– of eyelids 111, 112
Puberty / pubertal development
– delayed 644
– normal 562
Pubic or body hair
– absent 562
– excessive 552
Pulmonary
– abnormal pulmonary loba-

tion 583

– anomalous pulmonary venus re-
turn 582

– hypoplasia 580, 582, 583
Pupil, reverse Argyll Robertson pu-

pil 112
Pyloric stenosis 93, 583, 643
Pyramidal signs / dysfunction 215,

220, 267, 472
– extrapyramidal (see there) 96,

173, 215, 217, 220, 223, 251, 279,
472, 526

– spasticity 403, 621
– variable 215

Q
QT syndrome, long 521
Quadriplegia 173, 175, 452, 456

R
Ragged-red fibers, MERRF (myo-

clonic epilepsy, ragged red
fibers) 521, 525

Rash, eczematous 93–94, 579
Red scaly total body eruption 198
Reflux, gastroesophageal

(GER) 111, 112, 173, 174
Regression of development 218,

223
Renal failure/ dysfunction 251, 266,

303, 311, 317, 332, 362, 443, 452,
511, 512

– acute (ARF) 451, 452
– agenesis 580, 583
– colic 512
– cysts 310, 312, 316, 320, 494
– dysgenesis 581
– endstage 423, 425
– enlargement 146
– hypoplasia 582, 583
– insufficiency 362, 436
– salt losing / loss (see also

salt) 552, 558, 563, 568–569
– tubular
– – acidosis 63, 310, 315, 342, 362,

423, 437, 641
– – dysfunction 423
– tubulopathy 362
Respiratory
– arrest 318
– distress 63, 672

– failure 621
– infections / insufficiency 177,

384–392, 417
Retardation 112, 451, 456, 645
– absence of severely retarded devel-

opment 216
– growth 583
– – intrauterine growth retarda-

tion 645
– – short stature 63, 174, 200, 283,

284, 343, 344, 348, 362, 372,
384–386, 392, 403, 552, 558

– – tall stature 553, 561–562
– mental 63, 93–94, 96, 108, 129–

132, 143, 146, 147, 156, 176, 222–
223, 233, 203, 247, 249, 250, 252,
266, 267, 283–285, 303, 318, 342,
361, 369, 403, 423, 436–438, 441,
442, 451, 456, 468, 469, 472, 526,
581–583, 662–663

– motor 96, 223, 284, 342, 456
– physical 94
– psychomotor 123, 124, 131, 173,

175, 203, 248, 249, 284, 384–392,
414–417, 453, 526, 579, 642, 643,
660, 662

Retina / retinal
– degeneration 377, 386–389, 438
– – pigment degeneration 657
– gyrate atrophy 277, 282
Retina / retinal
– degeneration 545, 647
– lipemia retinalis 540, 541
– loss of retinal function (blind-

ness) 424
Retinitis pigmentosa/ pigmentary re-

tinopathy 177, 251, 414, 497, 526
– NARP (neuropathy, ataxia, retinitis

pigmentosa) 525
Retinopathy 311, 319, 423, 425,

525
– pigmentary 177, 251
Reverse Argyll Robertson pupil 112
Reye or Reye-like
– episodes 311
– syndrome/ illness 63, 310, 370
Rhabdomyolysis 63
Rhabdomyosis 63, 311, 317, 332
Rheumatoid arthritis 441
Rheumatologic disorders 453
Rhizomesomelia 582
Ribs, flaring 390
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Rickets 146, 348, 362, 425, 619, 671,
672

– hypophosphatemic 423
Rigidity 95, 175

S
Salt
– losing / loss 552, 558, 563, 568–

569
– wasting 554, 569
Salt-water homeostasis 569
Sanfilippo syndrome 378
Scaphocephaly 384
Scaphoid head 377
Scapulae 377
Scarring 602
Scleral pigmentaiton 147
Scoliosis 95, 174, 247, 456, 581
– thoracic 417
Scotomas 266
Screaming fits 174
Segawa disease 91
Seizures 63, 64, 93–94, 96, 111, 114,

124, 170, 172, 175, 177, 197, 216,
217, 220–223, 233, 247–252, 266,
267, 284, 285, 315, 316, 318, 319,
321, 340–342, 361, 370, 372,
384–389, 392, 403, 432, 433,
437–439, 456, 472, 473, 494, 526,
593, 600–602

– epileptic 220, 469
– hypoglycemia 341
– intractable 131
– major motor 248, 249
– myoclonic 93–94
– therapy-resistent 249
Self biting 452
Seminiferous tubule dysgenesis 567
Sensorineural deafness 197, 494
Sensory disturbances 497
Sepsis 146, 340
Sex / sexual
– assignment 569
– differentiation 569
– impotence 496
– intersex / intersexuality (see

there) 569–570
– lack of sexual development 557
– regardless genetic sex 556
Shock, hypovolemic 360
Short gut syndrome 67

Shortness of stature/ small stature/
short stature 63, 174, 200, 222,
283, 284, 343, 344, 346–348, 362,
372, 403, 423, 526, 552, 558

– retardation growth 63, 174
Siblings, symptom-free affected 328
SIDS (see infant death syn-

drome) 62–63, 109, 119
Skeletal
– abnormalities 378, 379, 642
– dysplasia 495, 496
– fractures 642
– malformations 497
– maturation
– – accelerated 552
– – slower 553
– muscle 175
– polydactyly 583
– syndactyly 583
– X-ray, skeletal changes 643
Skin disease 131, 143, 561
– atrophy 646
– blisters 146, 600–603, 611
– bronzing of skin 369
– fragility 600–603
– hyperelasticity 131
– hyperpigmentation 645
– ichthyosiform 580, 646
– increased skin elasticity 267
– infection 450
– lax skin 642, 643
– pigmentary skin abnormality 252
Sleep
– apnea 385
– disturbances 266, 378
Somatic
– development 553, 558
– – advanced (both sexes) 558
– – delayed 553, 561
– rapid somatic growth 552
Somatic
– liver 397
– spleen 397
– tissue 397
Somnolence / sopor 172, 266, 370
– Hypersomnolence 96
– Insomnia 174
Sound, startle reaction to 403
Spasm / spastic / spasticity 95, 130,

215, 220, 222, 223, 233, 267, 284,
286, 497, 526, 642

– blepharospasm 647

– diplegia 197, 450
– flexor spasm 172
– hyperreflexia 283
– infantile 216
– paraparesis 109, 175, 497, 526
– – transient 526
– paraplegia 172, 174
– paresis 494–496, 621
– pyramidal signs spasticity 403,

621
– quadriplegia 173, 175, 452, 456
– sustained tonic spasm 109, 119
– tetraparesis 125, 432, 450
– tetraplegia 131, 172, 177, 437,

439, 441
Speech difficulty / disturbance 157,

284, 285, 640
– delayed speech development 130,

172, 468, 469, 472, 473
– nasal quality to speech 175
– slurred speech 647
Sperm, XY: decreased low sperm

count 558
Spherophakia 283
Sphincter problems 496
Spike wave pattern 94
Spinal cord compression 390
Spleen, somatic 397
Splenomegaly 345, 384–386, 391–

392, 403, 436, 437, 439, 455, 646
Squint 414
Startle
– disease 109
– reaction to sound 403
– response 109, 114, 119, 121
Stature
– shortness / small 63, 174, 200,

222, 283, 284, 343, 344, 346–348,
362, 372, 384–386, 392, 403, 423

– tallness 553, 561–562
Steatorrhea 619
Steatosis, hepatic 267
Sternal
– bulging 390
– deformities 247
– protrusion 391
Steroid 11�-Hydroxylase deficien-

cy 552
Stiffness 345, 346, 377, 379, 641
– morning stiffness 641
Stomach, volvulus 416
Stomatitis 252, 285
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Stone diseases, kidney 64, 301, 514
Strabismus 203, 372, 403, 415, 454,

526, 583, 640
Stress, inability to respond appropri-

ately to stresses 369
Striate hypermelanosis 581
Stridor 217, 320
– inspiratory 224
Stroke-like episodes 320
– MELAS (mitochondrial myopathy,

encephalopathy, lactic acidosis,
stroke-like episodes) 521, 525

Strokes 414, 436
Stupor 369, 370
Subdural hematoma 642
Subependymal cysts 217, 223
Subileus 593, 600–602
Sudden death 63, 94, 310, 315–319,

321
Sulfur amino acids 243–259
Swallowing difficulties 111, 436,

437
Sweating, excessive 111, 112,

370
Sweaty feet, odour of 171, 320
Synophrys 389

T
T cell immunodeficiency 450, 454
Tachycardia 203, 593, 600–602
Tachypnea 173, 174, 176, 220, 201,

321, 341, 343
– acidosis 343
Tallness of stature 553, 561–562
Tapeto-retinal degeneration 177
Teeth, loss of 672
Temperature instability 93–94, 107,

112, 118
Tendon
– reflexes, deep 544, 545
– – reduced 662
– xanthomata 621
Testes / testis
– abdominal 562
– inguinal 562
– undescended 556–557, 560–561,

642
– – XY: 560
Tetraparesis, spastic 125, 432, 450
Tetraplegia, spastic 131, 172, 177,

437, 439, 441

Thiopurines, treated with 454
Thoracic
– deformity 379
– kyphosis 377
– scoliosis 417
Thrive, failure to 63, 147, 170, 172,

174, 175, 216, 198, 220, 224, 251–
253, 284, 341, 423, 425, 494, 511,
512, 526, 559, 579, 642, 644, 645,
660, 662, 672

Thrombocytopenia 10, 125, 131,
142, 171, 172, 198, 251–253, 579,
640

Thromboses / thromboembolic /
thromboses infarcts 247, 415

Thumbs, adducted 125, 131
TIA / CVA 542
Tinnitus 436
Tissue
– cleft palate, soft tissue 379
– somatic 397
Tongue, enlarged 377, 384–386
Torticollis 112
Transient sharp waves 95
Tremor 95, 96, 111, 118, 222, 223,

640, 644
Trichomalacia 646
Trichorrhexis nodosa / hair fragili-

ty 266
Trunk / truncal
– hypotonia 96, 111, 112
– short 379
Tubular
– acidosis 63, 310, 315, 342, 362,

423, 437, 641
– dysfunction 423, 526
– proteinuria 424
– seminiferous tubule dysgen-

esis 567
Tubulopathy 146, 362

U
Ulceration, leg 132
Unconsciousness 370
Unexplained (sudden) childhood

death 63, 94, 310, 315–319, 321
Unique face 132
Unstable 111, 112
Uremic hemolytic syndrome 202,

251
Ureter, hydroureter 580

Urethra, clitorial enlargment to pe-
nile urethra 558

Uric acid lithiasis 452, 453
Urinary tract infection 65, 303,

511, 512, 643
Urolithiasis 301, 303
Uropathy, obstructive 303, 454
Uterus, absent 562
Uvula, bifid 379

V
Vacuolated lymphocytes 403, 409
Vagina / vaginal
– blind pouch vagina with micrope-

nis 561
– candidiasis 450
Valvular thickening 384–392, 403,

436
Valvulitis
– aortic 147, 377
– mitral 147
Varicella immunization 267
Ventricle / ventricular
– arrhythmias 63
– enlarged/ dilated 217, 223, 248,

249
– septal defect 416
Ventriculomegaly, cerebral 221,

286, 582
VEP, abnormal 496
Vertebral abnormalities 203, 580
Vessels, tortuous 643
Virilization 553–554, 561, 569
– post-natal 557
– undervirilization 554
Visceromegaly 409, 443
Vision
– decreased 250
– loss of 432
Visual
– failure 221, 223, 442
– – cerebral 223
– – decreased visual acuity 251
– – no visual contact 662
– – hallucinations 266
– loss 443, 496
Visualization, mild 553
Vitamin
– B6 deficiency 268
– K-responsitive bleeding 619,

622
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Vomiting 63, 93, 129, 171, 173, 200,
217, 221, 224, 266, 315, 317–321,
340, 341, 369, 372, 375, 414, 450,
593, 600–602, 643

– episodic 171, 197, 216, 217, 222,
223, 370, 557, 558

– pyloric stenosis 643
– recurrent 63

W
Walking difficulty 344
Water-salt homeostasis 569
Water-sodium disequilibrium 552
Weakness

– fatigue 646
– limb 249
– muscular 146, 282, 319, 320, 328,

345, 346, 369, 372, 425, 526
– – myopathy 236
– – severe, progressive 369
Weight
– gain 340
– loss 646
White in color 377
White matter
– attenuation 131, 173, 176
– diffuse white matter disease 218
– hypodensities 286
– MRI findings / involvement 494

– – indicative of spongiform
changes in the subcortical white
matter 217

Wilson disease 653

X
Xanthine lithiasis 451
Xanthomas 540–542
– cutaneous 542
– eruptive 540, 541
– palmar 541
– tendon 542
– tuberoeruptive 541
Xerophthalmia 640
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