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celiac disease .N

premature adrenarche .2

childhood type 2 diabetes .a

Delayed menarche .71
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N'72aNMI DA N90IN X
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N1'Y NTAYN i
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N'OAI T -17X

)

N7'TaN NNy 7Y NITONOoN .N2INI NNIR APy NIMRITIRD IR9N7 N1dmM naw 5 o .48
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Yax
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nimnon 1Imx .46XY oo PTPN11 jaa axvuim ninaix .whole exome sequencing

? Tmwd? T pntn

Small for gestational age
Pulmonic stenosis
Elfin face

Lerri-Weill malformation

17

.X

A

A

T



28.01.25 p1'7 anmnpgimyx 'R a%w na'na

NT70 ANK7 TN DR 7Y M0 apyn K77 ,00a 3200 7pwna 40 yviawa nT7n na .50

07T NIR'TAA .'TOIN IXRINXD NIXM NPT .N'NN'WI QFIXN 1001 ,1ITIIV0 Ynw)
TSH 272.39 mIU/I (0.4-20), FT4 6.3 pmol/I (10-30), FT3 5.5 pmol/I (2.46-9.8)

Thyroglobulin 0.7 picg/I (0-55) Thyroglobulin antibody <20U/ml),

971X 0NN NLITA 9N

£

?7N1'2 D00 K'N NINAN NINAXNNA AT
Pendred syndrome  .X
Thyroglobulin mutation ial

Thyroid binding globulin mutation A

Sodium-lodine Symporter Defect T

NT70 ANK7 ,A"R 3.5 7pwna Tvima 17,0070 AT MmN Yn ypa ,om' 5 2 51

1012 o190 I Taa1 ,RDS (respiratory distress syndrome) 7w namn nn'o

.0'OIXN 0N 'TIYSN  .0'pN raibl DIpP'Na 0N NUI7A NNOX1 TIONV7IX np'1aa

Value range
TSH 60 1-39 uU/mL
FT4 2 2.2-5.3 ng/dL

?77'0 YN 0NN TWNRNA NNAXD NIRI9NN N'UAN NN
A0 NNI9NI RN N2 1aY X
21907 NTNY N'DINA 72NN A

n170n 0'MYa? NMMNM N2NN

W)

NMPIMRN 272272 nuna T
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.DNNXN NIYIAYA NY'DINY IRIXD NNTR2 NIN'91 72y nni7n 7wa naio naw 13 na .52

ANIPN NRTAN IRY IRIXD DNTRA W20 0 ,nNnna 116 oIt ,uyn ny'tn- NNP'Taa

. nNTayna
Value Range
TSH <0.01 0.6-8 uU/mL
FT4 4.5 0.8-2 ng/dL
FT3 9 2.9-5.6 pg/mL

SNN2N NN n'npnn 01'¥1d0 '19'N2a

§ »

?02¥n? Nn'RNNn NINAN IT'X
oa"an7nn  .X
vmwnnnn .2

T 'MAThoN .

n9"N NN O'V'T'RIN'N T

0NN NVI7AY NTayn NZ'1a noxn .53

Value Range
TSH 58 0.6-8 uu/mL
FT4 0.8 0.8-2 ng/dL
Anti Thyroglobulin 840 0-40 IU/mL

70780 NTAYN NIXXINYT NI D12 [12'02 X¥N) '
[INTMIMON Dy D'WwTIN 32 .X
(KA Mmonoynaw5n A

7127 mmon oy 9 2

)

B12~onnynuw 16 na .1

19



28.01.25

D'T7' NAI7NMPITIX

'NaYv na'na

27yn7 N'MIAY 0T NP'TA .2ITn'Nna 79100 ,nawd nm Graves N7nn oy 0w 15 2 .54

Value Normal Range
TSH 0.9 0.6-8 uU/mL
FT4 1.8 0.8-2 ng/dL
Absolute neutrophile coun 500
Hgb 12gr%
Plt 350,000/mcl

NINNI 77wUnN2 a7 2 7¥ AT ,NTIRDLV DY AN DMYIAY INKRYE 70910 71T NN 719'0n

nn .700 7 nn7y 0"7'90'1 N'oo Au\72mip'e 50 -FT4 ,7'Tn X7 TSH 7w n'mTayn

?0'71n? o'’kNnn 719'0n

MIVPT'RINT VINAL 7207 NN

21iTa'mna 719'on wiTn
PTU-2 yiaj7 719'0%7 Nayn

QORI T 7207 [Dn

'9 NIN97 NLITA 72V T0V'IA NINARN NV ,01Y 6 7'22 Graves disease DY NINAIX NT?!

.55

20 Ty :nnnn Nno) 1077 mip'e 28 - FT4 nna ,TIOKIVYZIX ' 7V 7200 7TIann 4

AI0 [IT'R DY D"MY ™ 2ITn'Mna N7910n .an1nn 2vn 125% — TSI, (077 7mip's

219'0n NPOSN MNKX N'0'MNA IRY'NY RA1N [INQRN DY DAIRINAN D'RX¥XNNNAN NT'X
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.NNINN 7yn TSH 27y yXIAW RN TAIORI07IR R¥NN 2y AX9INT7 nnioin 15 na .56
FNA 2 ,n"o 1.1 20172 DTIYN NMYWR 1102 .0"7*7w 0N TNt 'Pn TSH NATin np'T1aa
.Bethesda 3 - malion n"a71IMon
?oncogene NIP'TA 1TY'NA NIPNRN 71N Xan 2A7wn Nn

D'UTN NWY D TIIORIVZIN Apyn X

Yaln Oy NMIXN 79 N'MINAX AN A

oNNN NLITA 7w NN NN AN A

ANXIX NYXPOTI 0NN nouia NN T

n"0 1.0 wipa ,onn nui7aa nwp oy 14 na .57

?FNA y¥27 w' D'NaN D'A¥XNNN NT'R2
colonic polyps 19%0n nnaIX N7 X
subacute thyroiditis nNay nT7'n A
hyperechoic - 11I0X07IX N1An .

D'T'RNLVOY 0TI 719'0 .7

JINTIN NPT )P0 2917 .'7N TSH 0y N FT4 nip'masona .o'wTin 4 2 pi'n .58
N7nnn 717nn nn . TR-beta |22 N'Y0IN NX¥YN VI NNY , 20" W' ,77WNn1 20D 71V KIN
?1"n Jwnna T7'7 "19XN

NP NrOMN N NANTNA NNOD' X

7272 'MTAYN 'OIX "7V NRYY D'RXANN A

TID AW Y15 N'NN A

N'onT9 n7nnl nYp N'a'o1aipe ny'as T

TIa 719'0 DY NVI7AN 7Y ARA NN 12V 0NN NVITA [VYoA N7IND [NaIK 18 |2 .59
N2IN1 ["2121720' N NI NI 00 *7121721N' N7 DTN INXND APYN NPT 0K
JTRN

?NTA NIRY NDIWNYT NRTAN NIYLAN IR 197 [N QXD

RIA with heterophilic Ab blocking agents  .X

Thyroglobulin immunochemilumetric assay .2

Liquid chromatography mass spectrometry .2

Multiple dilutions immunoassay .7
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?vIm ?0KN NIYN
NN NIRYIN 19WN )21 NRYN TRA 19WN b} N
NNN NINNONNYT 9TV NTI DIYRIN D' NINIAA NINTY7 Xan b} 2
112197 XN 717V X NNV 15WUn DR N7 2
.NINN INK7 DRIYRIN D' NIDIoON N TR'D0 7W N0 N7 T

.60

IN7UIN DTN DI7'¥2 X¥NN NIAPYA .AYI00-NTI N'MN'YI NRIXN 0y 0N nYIw 2 Ti7 .61

.(0'91xn) TIW mix

Ca-11.5 mg/dl, phosphore-8.7 mg/dl, alk. Phosphatase-85 iu/I,

22

vitamin D-19 ng/ml

nTAYN NPT

J1A¥N2a 719'0n 1NN

Zoledronic acid (Zomera) 'N'v
7"an' 1000 1n'na D "ol qoIn
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frontal IMP'T22 ,0'PN AT NN AMXRI9N Y v odo oy ,0'wTIN 3 2 .62

JAN DI7'Y QI¥N .N7202 N9IXN NTAvn .bossing

Value Normal Range
Ca 5.6 8.6-11mg/dI
P 3.5 5-7mg/dl
Mg N
Plt 50000
WBC 3500
Hgb 7.8

? 0T T2 nx7P19'07 mamn nn

.D |muv'i hoIn
T'RN'NNIRD NI7'WO NN
DXV Na'S0 1 TYN

'VNnl |T'0 Na'soa nTm!

.N

A

A

T

7/an 2.5 |InT N DT Np'TAa .Genu varum 7W Nd>yn? N1om 'xnio'mwv o .63

nn .(23-65 nnn) 7n/a9 20 FGF23 nn1 NX¥N1 DT NjP'T22 .NdOY 'IN'o 17w N'jPod

23

? NINANN

Fanconi syndrome
X-linked hypophosphatemic rickets
Tumor induced osteomalacia

Fibrous dysplasia
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A
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1100 Zppwna 771 1N2yn .N'2'02 DAY 190N 7w NI9IN 'OI'NN RXINN D' MY 2 .64

3 ITINNQ 1N21A (N7 T22 .NWZ N'0IdY'9 n'7nn Dy diplegic CP oy Nl 28 viawa nDOa

['7N) ‘m/DMaipre 220 PTH nn L,'n/pnaim 35 - 250HD nnn :nTayna .15 pminNa 17pwni

702w na'on Nn TN 21N 1,25 OH-vitamin D nnn (63 Ty

1,hydroxylase nTIni niaan PTH nn1ia n'11u091o19n
1-hydroxylase D'20ynin D'0VA7INQ'S — NI7'9IN NIFYX
1,25 vitamin D 7¥ N9 NIMNMIA D'0ID9 NITAI NISINN

qwinn TPN 7222 1,25 OH-D 7w TXn 0'DIN) DNARN

.X

A

01219 0'N' 5 7121 .NIWXRY N 0TI 22 0NN 1950 7pwna 37 yviawa 1 pi'n .65

NYU'INY NP'TA L'PN KT D12'WA 112N .0Y91IN0'T 09 HIN NY9IA NPT .17 1210

DT NPT .0'PN 1I'D QTN DI7'N1 QY 1PN ,N1'N

Calcium-6.1 mg/dl, phosphore-9.2 mg/dl, crea-0.3 mg/dl

.TBCE 122 N'012'TINLN N'XLVIM NRXYNI DT T'RIN'NINNSI9'N 719 nw1 TN 12'K PTH

?91wn N7 Pi'Nn 2179 oo AXIZNN ITRY

D'YUp 0" DMIN'T
?171n'1191 DIN'T
NT72In NIwN

|'VN N1ANa ny1on
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q0172 DN D'YAIN T 9D WOIYW 1ITRA DIV D0'YA) 190N DY Y'an DY 3 |2 1) 17' .66
NTNN N1 07272 0'AIT D'YA1 190N 17 DAY |''¥N 2NN 2127 |11 ,0'wen n'n 2-4 -

;DT NIR'TA .ARD7 D'IALL.NIT 1YV'9InY

calcium 9.8 mg/dl, phosphate 7 mg/dl, creatinine 0.26 mg/dl,
alkaline phosphatase 310 1U/I, PTH 32.7 pg/ml (16-87 pg/ml),
TSH 4.62 mIU/I, FT4 15.6 pmol/I (norm:10-20)

:0'WaIn 7w DIy

:MINANY? DTN NP T2 NT'X

GNAS a0 7w qix X
(CMA)'omx o'y NP1 A
MX7IN NPT a2
GALNT3 jan 7w qixn .71
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N19 270 0'01 7Y N7IMNI9N It .N'VOKRI NIANN NIRPZN APV |17 NM9IN D'WTIN S 3 .67
‘NTAYNN NP1 .0 'nu'l Yw nooin 7apni

Calcium - 15 md/dl, phosphate 2 mg/dl, PTH 4 pg/ml (normal — 10-60)

(NN 7w "7vin Dinna) 25-0OH-Vitamin D 100ng /dl

(100 7y I'Pn ,n12a) 1,25 vitamin D 300 NG/dI

[NY2 NN [T'0 NN

? NdININ |NOTh NNN7 Nar'on Nn

D o1 NN X

nNIvs019 A

CASR nymo

[T'O NY'wy DD T

NOI K77 .NI'Y0'DT791 UK 'ARD DM'OPNN |V AR pY [IM 1TN7 n7apnn 0w 18 na .68
. (MIMN NXY) D192 D'R¥YAN 1INAIX NI91A NP T2 .NIMD 1AX NN .0'wTn 3 Nt
227272 o'wia anaIx (ua CT 2 .J2am vyn PTH, Ca=13mg/dl (8.8-10.8) : oTn NI' T2
?0NMINKN DX DT NNPN2 120N NN

N9 NI7'Wo1 N7NN NN X

NN Mo T W FSHILH DT .2
[ANVOX WMONN M7NY 71T 2

['OP7N9 9w AN nwlon LT
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. (MTC) Medullary thyroid carcinoma 7w 'nnown 1190 1IX? YIV'7 NnN19 0w 4 na .69
[A2 N'XLIN N7 NN7aNN '022 1NA. DY 35 71 MTC APy 0N NVITA NN N2V AN
.N1'PN DT 10X NN (1 o) 634 Imipa RET

70NN NuI7a NX NNDY7 W' 'nn ATA Guidelines '9%

mw 711197 X

Daw 5997 a2

DT 210N N2 NV weD

D"YPITIX DATA TV IANXR LT

2710 NN NPT .0TY DT9PNN WX ARD 7w DTN DYYN'R ARY 7Ty mw 13 2 .70
JINTIN NITTNA N2 2D 0T YN? .02 0 N
??0Tn YN7 AN 7w NN N7NNNY N0'NanN Np'Ta NN

D'MK7DLF? MY QI0'R - X

ODNTRONRIN-URY NIMTA A

D1M9INLN7 MYIDTNIP'TA A

D'NNN '01A 7IKD T

JI9IIXNN NRINNA D'Y'9IMN D'RYNANN Oy 119 17 .71
77X 7122 naMN DY NN9X NPT TR

D'O'7NLVPINI NVOITIR ' X

o7 A

N7 MM "M prnAn A

PTHI|PAT,[TONMN .71
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1 .%an 35 7w nipI7a Y K¥N1 NN 77D 01019 DY |17 N7apNn DYWTIN N .72
Cortisol=18 (5-25), ,"7"7w 021077 NY , Insulin= 5 microunit/ml :CRITICAL SAMPLE
W 72V AMYT7 nn7xn N1'R NN D10% 7w 1IWUKRY 01712 INXY . GH= 11 ng/ml ,mcg/dI
Glucose -1 |MI77 N90IN DY N9'¥1 N70'7D INNYT QO NPT T IN 719'0 Oy 1110
?N1N2NN DX TWUNN NPT IT'R . 12 mg/kg/min 7w infusion rate

7010 NONYN "INK VLRY? W DN X

PET scan with 18-fluoro- DOPA A

M7 |3717a 'nan A

127N nonyn WNX7 1IN Critical sample .71

n19m 1Y hyperinsulinism NIApyal nT'%% Mo M9t Ywa N Nay T 73
217w NV |2 DR .27270 27 TR TR X¥na . 18-fluro-DOPA ny PET-CT

"Nax 77X hoNni n'unio N'NN'R N'XLvin — SCHAD . X

"MN'X 778 10N N'UNIO N'NAN N'XLIN - ABCC8 .a

"N'R IN 'NAN 'oITNLON GLUD1 A

D70 KON W Ao T

NN NK7 . %2an 45 9w 11172 TN oD NIApYA (17 7apnn ;MY 'xn A i . 74
TIDWUKRN 17nNN2 12100 Nim1 X 2pyna .%an 350 7 a7y 1ij7a ,10% niai2a 7w o171
NINJI1Q DA N'NIYAYN DNITIRYA1 DIXA NNRYA19N1 7DIRN INKR? NM7*7219'N NNOX)
JIY7¥2 rosary 1 N7127122 craniotabes 7 bwin 3 [ITINKA 77wn N1 .amp'2amiin
n"0 10 > nyawna niy7xn nwp nnn n"o 4 > 11> wina

?7110n NINARN NN

GLUT2 deficiency .X

Glycogen storage disease type 0 .2

HNF1A hyperinsulinism A

Glycosylation defect .7
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-BMI DY N1 2y NR9INA [IWKRD 1IZAY YN D'RM NNaann "o oy 0w 17 275

, HbA1C=6% ,Glu=107 mg% NTayna .01j7"12"1 O'TIVAPN ,|'PN T"7 :njp'T2a 2n/aj 33

NIV 'YN1I DY NND 12D 77wUn2 N7 N0 170 'PN 1NN XY .LDL=150 mg%

JNTION N'ONA 0'AYD 5 NMIUKR'T 78X 12 MINNKRN

7¥ NNy 1Mo Y oI 719107 VIR 7277 17 CwoNt v AaNimn? qona nn
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NYZ NANTA NIY 12D
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A
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? 719'0 YW PFTY NN 1017 v
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i [
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['7101'R7 NIwaN2 Y A

DTA '097 NN DX N7un .2

DTA GLP-1 N NX 1IN .71

?|Y.WJ Q212N NNt Ny T7'W AN NAI0N NNIX2 NN DYOIN NT'R .78

NINwN N'7Y 7w tux 7
[2I 721X 7V 0012NN 'Ma V9N
HDL 7 o*1x'"72M0 7w n1ax on!

NIYXIN 0O"NN N1Y2 Niaa [V Q'n
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nnIo A

mnun .2

2RI DY T

D150 NIX7NN 'S W DINIY 7'919 N'Ta Y¥A7 ' 0N NUOI7IR NT'RY1 72 'R .80
? DURPINKRD

D"'N7 'wwn DI T D7 X

[12'0 NIXIAPA - NN NZOON INX7 IN MW 722 A

85 IMNXk9yn BMI 21— naw 6722 a2

Daw 9-11 72 2 nolikn D7 T

1AND K77 ,0"TA NRMA X' JNNRD WTIND TY "X NINNSNN 7w nm1o ,0nw 7.5 na . 81
50 prink 7V NN2IAL,'NYWN M1 IX NYWONI W'Y X77 ,B2 TY NINNONN N7'TAd WK
2% o'xnn nimyyn 72 .1"o 5-2 nnaa nannkN mwval

? "apnn 71Inna Xan Awn nn

D'YUTIN 3 TIva apyn  .X

ni7nYI oNM7 Ak N1I0 A

ACTH 'Pan .

GnRH |'nan .71

nNA7 'manp 7219'0 772w Medulloblastoma 7w 719'0 nnto 0'wTIN 6 197 ,0w 7 N2 .82
1-2 nnaa naNNX Mw 'xnal 10 ITINKA NNAIA . TY ¥ NWOIN 7w2 NI NYD .NNINKN
.P2 ,B3 nj'122 ,0¥ 6-7 D'kNN NInxy 72 .n"o

? N7'T22 nLVXAI NNTRIM NNAANN 7Y 217'W7 DIIAN NN

D'7INN 0MITRA Lavender 0'01 7V NINWNA WIN'Y X

D'9011 D'T'OID'N DY NY'AD DY TN' N'TDIN NNAANN .2

‘MM 21T 9w DTN DY TN DTN NNAANN A

ATYN TV NINXY2 nya5 DY TN' N'DIN hiNaann T
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12 722 n7ann?7 17NN DTz INNSNN 0NN Nw7w ,Nna 5100 5 ,0017 10 oy nnowna .83
7071 N1 AW X7 0D 720 722 NNAANN NNBWNN IRY .'XNI DY 9 7'a1 NoI 1727 N whwl
N'01AN N'YAN NN CXNE12 720 IWRY NoE NP DR LR [T 17 0D 12D 179 DN N1aY

? 1T nnowna

Paternal mutation in MKRN3 .x

Disomy of chromosome 7 A

Activating GS-alpha mutation .2

PROP-1 activating mutation .71

1901 01121 .labia majora -nI mons pubis N IT'RA W'Y NY9IN 7w NPT D 3 N1 .84
NIP'T1] :NTAYN] .0W 5 727 0'RNN WIID NINYY 7'2 .07"Ta N¥XRNIE 717 '12'Y ,N¥Nnn 7Y DIYXS
NN DY) 17ApnnY 0'o011 0 0N nimnt 0.5 n ning LH , 2o nimnt 2.5 — FSH -0
: (020
17-oh-progesterone- 6 nmol/l (0.3-4); Testosterone 6 nmol/l (<0.25), ACTH — 2 pmol/I (0-11)
DHEAs — 780mcg/dl| (0-19), Androstenedione 1.8 ng/ml (<0.3)
? M 71012 Xxan Tvyn nn
WK MRl .X
ACTH 'man 2
LHRH 'man

2NN T

N77 N n7nwa granulosa cell tumor [NAIX NMNTRIM NY'M NNAANN OV DY 7 N2 .85
2NN DRN 17 W'Y 01YI0 N1A17IN92 .N9011 NIVYWONNT? NITY

?¢nTIN 719'00 NN 19¥N 7NN 9 Y

NN 719'0 X77 2pyn X

apynl Iman oy A7NUn nnD A

NNMD D NRIENONIMD A

AN NN NN Ao NI LT
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? 19170 "mNIn 719'0 [N NI'Nan Mpnn DR N7 XD

719'0N NN 197 N'ORININN NRNANYT TV |'MnnY

7101 [11'N2 1272 [ANVOX DY 719'0 7'NNNY
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