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Serum sodium: 131 mEq/L, Plasma osmolality: 270 mosmol/kg, Plasma glucose : 89 mg/dl, 24 hour urine volume:
3500 cc, Urine osmolality: 100 mosmol/kg
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Serum sodium =136 mEgq/I
Serum potassium =4mEgq/I
Blood urea nitrogen=15mg/dl|
Creatinine =0.72mg/dI
Glucose=96mg/dI
Calcium =9mg/dl
urine osmolality =400mosmol/kg
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TSH=0.001 mIU/L : Free T4 = 4.1 ng/dL (0.6-2.1) ; TSHRAB:35 IU/L (0-1.751); Total T3 = 374 ng/dL (90-240)
WBC: 3100 /puL Lymph: 80% Neutr: 12%mono:5% Eosin:3%

Ay A 93 3o S g 9bS p Gl o/ PO W Jyjle Sio j9d aolS
ocewglgihS Syzo 4531 jags olyan 4 Jgjlo o jgo LielS
Jrwlygl 915 Jaor L of soiSele 9 Jojlo (sie ghad

SonHT g9y 9 Jojlo (o ghd

Telegram: @medical_net



www.konkur.in

140:090)1 o 14029, 54405_) 15395 puudgsling 25019, 333£: 0 g0j1

9 el Jojlo oo b loyd i gl .l 03,5 dnaly0 8340 § 9 Ju8 Jlw dww j1 S 02,5 (5 lows (§ a8 Slp Sl IV 555 -0

Do o 59 59 A5 wawl 0240 59 aladd §)law 9,19 195 AR Jb o b cuwl A (painoy 43 <89 @ud 03392 (w2 9

IS Jlw S>3 el )5 2 w9 o firm i 8,8 359,05 Aol 53 cawl Jliiwop o (ixio 69 89 V39 9 J2biw 2
il 39290 2> Lg) 53 yioFiilw e 9 duw y1a8 ds 9STguud 3l J95 (;91,5959wm 43 9 3)I3TSH=1.3MIU/L 395 S,

9394 pladl 3L 89 12 32j ©loladl | Saolas
A2 olo dw O1)Sgigu 4SS
299952l 9231y Swl
Jo 51 FNA

TSH receptor Ab yiwlojl Jluw)l

oalie yio il F 5hd ds gSlgaun Joi (;91,5930m 53 cauwl 03,5 422150 g 105 canwl) I ()5 e ) Gl 1F glg2gs -F
$195L 9 I (0935 39,5 JUgS gl auw 0315 follicular lesion of undetermined significance yaisuis 9 s FNA gl 3%

3 one olo duw 35 (50 ) auS99 5599) 059,500 loo diljg; 9l 313 YL |y JawsS 9 SO (9,8 6315,0 Jos jI ywz
-39393 b wlipleo auds (Jg 393 4B 53 Fo Yau 3laxi 3,5 Al Jos

rwnl 5 2 b 3 wliiolojl
TSH=3.5mlU/I
Thyroglobulin = 0.2ng/ml (2 - 40)
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TSH=17mlu/I
FT4=1ng/dl (0.8-1.8)
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Glycogen storage disease type 1
Glycogen storage disease type 3

Glycogen Phosphorylase Deficiency

Fructose 1,6 diphosphatase deficiency
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TSH=0.09 miU/I
T3=370ng/ml (70-200)
FT4=4.3ng/dl (0.8-1.8)
TSH receptor Ab =18 1U/I (<2)
TPOAb=$9A 1U/I (<20)
Asolute neutrophil count (ANC) = 2300
ALT=36 U/ (5-33)
AST=29 U/I (5-32)
+32355 Jluyl Giolojl 1320 b8 wliolojl 4 4295 b (Jg 34 £ 9,4 Jgjlo o0 S9 Sl
ALT= 168 U/l (5-33)
AST=60 U/l (5-32)
ANCA test = positive
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low free T3
low TSH
High rT3

low free T4
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day 15t | day 14

Free T4
(ng/dl 2.1-0.6)

Free T3
(ng/dl 7.8-3.5)
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Serum Sodium = 120 meq/I (135—145)
Serum osmolality = 267 mOsm/kg ( 275-295)
Urine osmolality = 725 mOsm/kg ( 50 — 1200 )
Urine Sodium = 90 meq/I ( 20 )
Serum Uric acid =4 mg/dl (3.5—-7.2)
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Phosphoribosylpyrophosphate synthase superactivity
Myoadenylate deaminase deficiency

Adenylosuccinase deficiency

Xanthine oxidase deficiency
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Testosterone: 2.5 microgram/I ( in normal range)
LH: 151U/ml (1.24-7.8)
FSH: 17 1U/ml (0.3—-10)
T3S 50 950 slaw Sl Ploj 42 i) g fwgins ) Yloys (il yarduids & a2g5 b
ol e jl
S VI o 5l
Sy 395 g Jlop jl oS @ g yiwgind alaw a5 gloj yo

S (50 Eaaual ol Gulwl o g plsl GnRH stimulation test g sl

035 Iy ikl g 0au JSwio jl23 AL b 93,5 o ) Tagas .cwl 0393 Uloyd e 35,05 s e ) Gl £ pun -PE
J9529,95 9 YU ACTH wliulojl 53 . 35l g0 b (§9 Wi 1Y j3lp g Al A y1lg5 .31 (gumwlislaSon yudd Aol 3wl
Tl 2umuo dinjS 0135 (69 §)low Loy S 9 RIS 3,90 53 . 38L0 Rb MRI JEL> JI> 53 . Jbbipe 2l

phytanic acid , plasmalogen o haw vyl
39 plzol 30 olo 7 0 MRI (5w
cal oo 359,05k 9 35y ySlac UL b §)law

3l ploztiml 320 Vg w Lo pols Jlo )

Telegram: @medical_net



www.konkur.in

140:090)1 w0 14029, 54405_)15395 puurdgsling 25019, 3£: 09051

A 530l 0319515 dy s aS MDD 38 . cuwl 03,5 dr2lyo iz 41g5L Wlhwo j9 0 pas 9 adgl 8,)9u01 b Glalw 1 555 -FO
Androstenedione = 390,98 B w)p ylw g 3,15 AL Liul;81 FSH g LH adgl wlivlejl ;5 <50 kg (39 9 3950
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5933 11 9 Cuwllb 0w 9 )1yl (g yiuwlgSii5) oS adaw 46 XY uign)Sg 2.5 ng/dl Jg 55,65 adaw 0.3ng/ml (N: 3.5-14)
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complete gonadal dysgenesis
complete androgen insensitivity syndrome

17alfa hydroxylase deficiency

17beta hydroxyl steroid dehydrogenase deficiency
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Patients ; ; Reference
parameter unit specimen method
result range
Neopterin F2l Mmol/molcr urine HPLC 4.8-1.1
Biopterin || Mmol/molcr urine HPLC 0.5-3
Creatinine 0.05 g/l urine Colorimetry =
less than /.15
phenylalanine 692 Umol/l DBS HPLC s IAT
plasma value
DHPR enzyme
activity 4.2 Mu/mgHb DBS Spectrophotometry| 1.8 -3.8
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Jsl Jo 3 0leS pos8 :yleys - PCD
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severe vacuolar myopathy with aliae ungw 53 .l dins p b §w wiliac druncal hypotonia g byelail aidl Linls
TS (0 LSS ) (§ yidinw SaS ©135] 135 .l (b (58 (w0, 53 -l 834 4,135 PAS positive matrial

a glucosidase activity

Plasma acylcarnitine profile

Ischemic forearm test

Lipin T SWuac axbw
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Aldosterone synthase deficiency
T1beta- hydroxylase deficiency
21hydroxylase deficiency

Glucocorticoid remediable aldosteronism
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lactic acid, 3methylcrotonic acid, 3methylcrotonylglycine, tiglylglycine, 30H- .cwl 03 i)1;5 05 Wawl
$3940(50 2 B0 yieS (500351 3905 plaS propionic acid, methylcitric acid, and 3hydroxyisovaleric acid
isovaleryl-CoA dehydrogenase
holocarboxylase synthetase

3Methylcrotonyl-CoA carboxylase

biotinidase
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Galactos-1- phosphatase VUL adaw e 43 9 03w (gw) 3§35 SW;5luol iy o w8l cde 4 aS anlo 9 jlgS s -Al
sensory neural ;>3 g 00 (yuw)y lao @ wolho yiuSly pac wle @ .ai8)S ;1,8 HYloyd xS (50j9SYB Yarduis b
Sewl Jaise JUiS| plas . abb 0 deafness
GALT deficiency
GALE deficiency

Funconi Bickel syndrome

CDG type |
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low methionine diet
powder betaine
powder glycine

high dose vitamin B6
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5 655 Gl bl Jlo 53 sl 03 G el (S F SSeisw 33 315 | G55 6 low pakuis &
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PRV
GSD 1l
GSD VI

PHKA2 (GSD IXa)

PHKG2 (GSD IXc)

uwliyel 51 059wl b 9loysd ccumwl gw)y wad g (G pumm OU) yidu)d massive vaginal bleeding ol L lg=g5 55 -AF
i G935 50 3, 5 ()13, 9 359,25 WU 2, ;LS WlaLd jlaw ool G, 2 < awl 0340 £ 9, jlaws sl
1520 il 03558 oS 3L Hloj 2l 43 Wlinlojl e Lol 3135 Euuijg 35l

PT,PTT
CBC diff

von willbrand panel
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Kallmann syndrome
Idiopathic hypogonadotropic hypogonadism
Isolated growth hormone deficiency

Klienefelter syndrome
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S plal Ggye yhl> (91)Sgigu

T4, TSH
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PT:16 (UPTO 13) PTT: 65(UP TO 32) SGPT: 95(UP TO 27) SGOT:86(UP TO 31) Calcium:7.1 mg/dl Phosphorous:
1.8 mg/dl Albumin:2.8 g/dl

alpha-fetoprotein :24804 IU/ml (N: 0-11.3) Serum amino acid HPLC:high level of Tyrosine, phenylalanine,
methionine

2mg/kg jo3 b gijrias & gy
OVl Jui8 9 (2595 wdly)d wudgie
Yo g JouyiundS € 9,

50mg/kg j9o L C (uolivg

3350 |y gy aaluw exunsl 034 8 an il 9] 53 FRulSgautd dy S b g §2,%5 9 (PP o 9 y905 e  ablo ¥ iS5y A
5-hydroxyindole acetic acid, BH4 g (43,295 CSF iwlejl 3 .3,l5 oculogyric crises g 83¢) Jlawg,Suo dislas 43 9
Tabb 0 S ylow Oloyd 535 (69,15 PIIS 12925 ¢ yarSiS Ay 4395 b ¢35 s homovanilic acid yljae (Jg 0392 (b
L9> )5 - bgs Ul
OB wSgydae - O
OB 9 Orelgd

B6 (yuolizg VL joo
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FwlogSj dulee )3 ccwl 03w glo)l Sl @ blind vaginal pouch g G jLsbuwgud (21> adbslw b dlw 1o Sags -9V

V9135 46XY jlaws caig)lS 9 3,130 3929 (12190 S1521 <034 LA (w52 5 - 394505 0325 HPAwWLELS A yaaldg 3,15 udlg
134550 525 220 4 jlany S} ] 2

LH=2.51U/L FSH=2.9 IU/L Testostrone=0.7 ng/ml Dihydrotestostrone=100pg/ml Androstendion=320 ng/dI
DHEAS=50 mcg/dl 170Hprogestrone=1.5 ng/ml Na = 140 mEq/L K=4 mEq/L

Tl yigeiow Lo o2l Sl 25 EBUaRRES j| Sawlss
5a- reductase deficiency
3B-HSD deficiency
17B- HSD deficiency

partial androgen insensitivity syndrome

a2 90393 JU ol (3l U gloyd i (631595 51 (59 - 3,135 § 9l 515U, 59t . uww] 03,5 dRy0 (siwlogSi b Al |F yuy -9F
9 Bbo Liwlidl Jgjuy9S ) T70HPCAwS ACTH (552555 i 53 3940505 8323 03 O Sei0m 53 .l didls Hlwls
Tl EI8S yauduis . 39450 170HP )lgo el Jo;3LioliSs O pao
Combined 17a /17, 20 lyase deficiency
Isolated 17, 20 lyase deficiency

3B- hydroxysteroid dehydrogenase type 2 deficiency

17B — hydroxysteroid dehydrogenase type 3 deficiency
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SBE2 31 51 SaolaS 39108 .l ASL yinlj81 Yooo ng/dl 393> a4y S5 5l a9 200ng/dl JIjb cusudg 3170HP abaw
$39450 250 5

non classic 21hydroxylase
3Beta hydroxysteroid dehydrogenase
T1beta hydroxylase

P450 oxidoreductase

S 393> . 39450 Pl Hgb jl ass P sl 53 Jos sl 83,5 1o G095)l Jos @ Lo ccubs @ Wio dlw £ Sag5 S -9F
F G g a8 Jao dilowo Jas jg, auo a5 3,13 052l (59 .3 amlgS yas o gliw)law jl add glod jlaw g 1S 0 Job sl
2 021y 31995 9 1S 50 G255 YV 3219 V 2o 59, s Ygans jlaw 338 Ipas wlasle ilgise ige | U celw
T2 jlow (5lo)s alo 9 Hdguil yoguad ;3 lad Ao gl . 35S 10 03wl W) esyS i) lewd Gwlwl
45 1 Ploys @ale €9y 335 3255 oo j9d b ) dilowo nliges 9 o gV
25l Gloys @lo 9y (gm0 j93 b diluo Anliggs azlg 1€ o jwgisV
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Hlaw Jgl 9e> 38 ccwl il S P 9 gl ooy e, J1 53 jlaw .l 0345 (S piaws DKA JJod a) o § s -9V
1PIMEQ/L jlaw 23w g Yoo mg/dl)law 9> a8 9oy jl a el £ . 2L o IWE MEQ/Ljlows Jol (@23 g Foo mg/dl
Tl 2usuo 3)80 135 B yinlojl 339 yaumds 3)90)3 . 3db 50

cawl goyiwig) j9me celled JialS 9 B9y U515 Hige e dgugr LIS 23w i
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Juid abaw ol @i)S 1,8 BH4 Loading Test wans b0 (65,99935 Juid (6)law 03 didliss 3,90 a5 (gl § S3gS -A
Sl 2yho Lasduid ElaS . adbio Yo Mg/dl cawd jl sy el cuiitn § 15 mg/dl &b ¢Vl

Non Classic PKU
BH4 — Responsive PKU
BH4 — Non Responsive Classic PKU

BH4 — Non Responsive Hyperphenylalaninemia

0 53 lows «cawnl 83,5 an]p0 dibiS Jho o 51 015 @3 818 3,350 g B ¥ Al 0 455 dile G50 2y ulsis b Glallo § 5353 -4
35 Ieay53lS g 150/%0 10395 ;LS diln 53 sl didls (55,k 6,5195) oIl ;82 s B2 9 o 8,93 S SIs
135135 (KigS uolle d39S 2> sl

Cortisol: 63.4 ug/dl (6.2—19.4)

Karyotype: 46 XX

Testosterone: 121 ng/dl (14—76)

ACTH: 980 pg/ml (10—46)

17 OH progesterone: 10.89 ng/ml (0.2—-1.3)

Urine Cortisol: 3025 (20.9 —297)

Serum Aldosterone: 25.4 ng/dl (25—315)

Serum Renin Activity: 2.1 ng/ml/h (0.06 —4.69)

ACTH ectopic

Adrenocortical carcinoma
glucocorticoid resistance

11beta-hydroxylase deficiency
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