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ABG: PH: 7.05 HCO3: 7 Co2: 1T7mmhg, Na: 139meq/l, K: 4/9meq/I|

BUN: 32mg/dl ,CR: 0.9mg/dl, Urine ketone: 3+

Tl 0135 Lok 41085 3940 (50 ()92l jausS] <l ol 3 Gunjoi 9 68 (52 )23 DKA oy (>
L IS e5)Lis aSyshy 8l olagle LEalS ohen 4 4B 10 b ) GIKG/IV Jgisle 92
o8 Gilays galo 4olsl b %P (yullo Sigiynd olya 4y aiids o b 1GI/KG/IV Jgisle jugxs
095l i b 538y wlayle oIS olhem 4 4y 10 ;b GG/ Jsisle

42> Po (padnjon 9 Sedyges ohan 4y 488510 b 43 0CC/Kg pline @ %Y Gl Sighyne

L pols Y o fml didilad cubs SailS @ (sokiio wleslo g el Jud Jo Su 5l cubis 3590 a5 gl dlw 03 jids Y
:oliulojl ;3 wawl 8345 83,91 (yliwlaw A SWind wibldw g (525 9 (Jlow 9 el aums

BS:760mg/dl, PH:7.27 ,Hco3:16
Na:141meq/l, K:4.1 meq/l, BUN:24mg/dl, Cr:0.9mg/dI
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GM1 gangliosidosis
Niemann-pick disease type C
Multiple sulfatase deficiency

Tay- Sachs disease
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Cortisol=15 pg/dl (10-20)

ACTH=70 pg/ml (7-65)
Testosterone=150 ng/dl (300-1000)
Estradiol=10 pg /ml (10-50)

170 HP=0/7 ng/ml (0.1-2.7)
As=18.5ng/ml (0.28-2.57)

DHEA= 520 mcg/dl (14-300)
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Familial glucocorticoid resistance
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Testosterone =80ng/dl (300-1000)
LH = 98IU/L (5-9)
FSH = 22 1U/L (5-12)

Prolactin = 27 mg/dl
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non classic star deficiency
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generalized glucocorticoid resistance

cortisone reductase deficiency
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Beckwith-Wiedemann syndrome

Cerebral Gigantism
X-linked Acrogigantism (X-LAG) syndrome

Growth hormone-secreting pituitary adenoma
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Medium-chain acyl-CoA dehydrogenase (MCAD) deficiency
Short-chain acyl-CoA dehydrogenase (SCAD) deficiency
Multiple acyl coa dehydrogenase deficiency

Glycogen storage disease type |
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Glucose-6- phosphatase
Galactose- 1- phosphate uridyl transferase
Fructose 1 — 6 diphosphatase

Debrancher
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Duplication paternal allele in 11p15
Aberration in RAS-MAPK pathway
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990), 17 OH progesterone: 1ng/ml( 0.5-2), DHEAS: 58 ugr/dl (5-85), Androstenedione: 2ng/mi(0.08-2.5)
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Testosterone : 0.8 ng/m( 0.7-4 adjusted for sex and age) DHT:114 pg/ml( 112-990), 17 OH progesterone:
17.5ng/mi( 0.5-2), Na: 138 meq/l, K:4meq/l, DHEAS: 25 ugr/dl (5-85), Androstenedione: 1
ng/ml(0.08-2.5),  cortisol: 11.5 pgr/di( 4.5-18), ACTH: 36 pg/mli(7-60)
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HCG provocative test: Testosterone 13 ng/ml(1-9.5), DHT: 1098 Pg/ml( 110-990), Androstenedione: 2
ng/ml(0.08-2.6),  170H progesterone: 0.5 ng/ml( 0.5-2), DHEAS: 49 ugr/dl (5-85), Progesterone:
0.3ng/ml(0.8-3.3), Estradiol: 5 pg/ml, Cortisol: 11.5 ugr/di( 4.5-18), ACTH: 34 pg/mi(7-60)
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Cortisol: 10 pgr/dI( 4.5-18), ACTH: 28 pg/ml(7-60),
170H progesterone: 0.8 ng/ml( 0.5-2) , Testosterone: 2.6ng/ml( 0.15-0.7 adjusted for sex and age),
Androstenedione: 3.5 ng/ml(0.08-2.5), DHEAS: 61 85 ugr/dl (5-85), Estradiol <5 pg/ml
Karyotype : 46XX
.l 03905 iyl;S multiple ovarian cyst jlow (91,5959
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FBS: 90 mg/d|

CSF: Glucose : 23mg/dI
Lactae: 0.8 mmol/I( 1.1-2.4)
Glycine:11 pmol/l (<12)
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Morquio B
Scheie syndrome
Sly syndrome

Maroteaux-Lamy
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ACTH stimulation test
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HPR)
T4:9 pg/di(6.5-12.9),  TSH:2mIU/ml
Cortisol 8 Am: 2 ug/dl, ACTH: 20 pg/mi( 7-60)
Cortisol after synacthen test: 9 pg/di
24 hr urine free cortisol :51 pg(4-56)
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Central hypoadrenalism
Corticosteroid binding globulin deficiency
Subclinical primary hypoadrenalism

Chronic intake of corticosteroids
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Carbamoyl Phosphate Synthetase |
N-Acetylglutamate synthase deficiency

Ornithine Transcarbamylase Deficiency

Lysinuric Protein Intolerance
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Total T4=15pug/dL(4.5-12.0);  Total T3=194 ng/dL (84-179); TSH=0.02 mIU/L

TSHRAB=0.8 IU/L (0-1.75 ); TPO antibodies =142 IU/mL (UPTO 16);  ESR=18mm/hour
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Subacute thyroiditis
Graves disease
Ingestion of levothyroxine

Hashimoto thyroiditis
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Total T4=8.0 pg/dL (4.5-12.0); T3 RUP = 28% (24-37); TSH=9 mIU/L
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Thyroid hormone transport defect
Autoimmune thyroid disease
Endemic cretinism

lodine organification defect
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TSH =<0.005 mIU/L (0.7-5.7 mIU/L)
Free T4 =2.3 ng/dL (0.76-1.46 ng/dL)
Thyroglobulin = 54 ng/mL (<29.4 ng/mL)
TPO antibodies = <11.9 IU/mL (<¥o IU/mL)
TRAb = <1.75 IU/L (<1.75 IU/L)
ESR=14
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Screening 20 days of
life
Free T4(ng/dl) Unknown 0.4
TSH 8.3 58

lodine-induced hypothyroidism
low thyroglobulin concentration
TSH-receptor blocking antibodies
Thyroid dysgenesis
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FT4:2.2ng/dI(0.8-2.1); TSH:4.8 U/mI(0.5-5.9)
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LH:48 mIU/ml, Testostrone:250 ng/dI(230-865)
FT4:1.6 ng/dl, TSH:0.5

BetaHCG<0.1, alpha-fetoprotein:2.6 1U/ml
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Excessive estrogen exposure
Increased aromatase activity
Estrogen secreting tumor

Exposure to estrogen receptor
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Tyrosine:210(30-40), Penylalanine:230(30-95), Methionine:136(15-55),
Leucine:230(50-180), Isoleucine:305(20-110) mol/L
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Rapid falling in plasma tHcy

Methionine toxicity
Vitamin B6 toxicity

Folate deficiency
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