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variables

Adrenal Crisis

(n=51)

No Adrenal Crisis
(n=320)

Blood glucose 9.00(6.21,15.15) 6.74(4.84,10.38) -3513 <0.001
Blood potassium 3.57(3.30,3.90) 3.51(3.22,4.00) -0.121 0904
Blood sodium 131.00(126.60,137.10) 139.10(135.80,141.60) -6.191 <0.001
Blood calcium 213(2.04,2.28) 2.11(2.00,2.26) -1.064 0287
Red cell count 3.93(2.96,4.58) 4.29(3.69,4.69) 2,631 0.009
Hemoglobin count 119.00(89.00,137.00) 131.00(110.00,144.00) -2.873 0.004
White cell count 14.02(10.30,17.44) 9.03(7.17,11.30) -5.686 <0.001
Neutrophil count 13.05(9.42,16.14) 6.29(4.73,8.23) -8.209 <0.001
Eosinophil count 0.02(0.00,0.04) 0.06(0.02,0.14) -6.045 <0.001
Lymphocyte count 1.23(0.74,1.73) 1.62(1.04,2.17) -3210 0.001
Platelet Count 236(155,324) 224.00(176.25,300.00) -0.160 0873
Total bilirubin 10.10(6.50,16.10) 10.75(7.90,15.33) -0.700 0484
Aspartate aminotransferase 20.00(14.00,38.00) 20.00(16.00,29.00) -0.267 0.789
Alanine aminotransferase 21.00(11.00,36.00) 23.00(15.00,36.00) -1477 0.140
Albumin 32.60(28.20,37.40) 34.50(30.70,39.40) -2.084 0.037
Globulin 23.90(22.00,26.30) 24.50(20.73,27.88) 0529 0597
Uric acid 412.00(284.00,509.00) 411.50(303.75,518.75) -0.153 0879
Serum creatinine 67.00 (53.00,111.00) 70.00(53.00,94.75) 0.113 0910
NLR 8.80(5.44,20.14) 3.87(2.33,6.50) -7.226 <0.001
ELR 0.01(0.00,0.04) 0.04(0.02,0.09) -5.404 <0.001
PLR 190.17(111.80,279.59) 141.04(97.81,221.86) -2.403 0.016
BMR 1331.67(1194.38,1534.16) 1352.37(1217.16,1532.19) 0772 0440
Na-to-K ratio 37.01(32.58,41.00) 39.17(34.26,43.26) -1.823 0.068

NLR, Neutrophil-to-lymphocyte ratio; ELR, Eosinophil-to-lymphocyte ratio; PLR, Platelet-to-lymphocyte ratio; Na-to-K ratio, Sodium-to-Potassium; BMR, Basal metabolic rate.

Bold values mean P values < 0.05.
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variables B SE Wald 2 P OR 95%Cl

Diabetes 0.935 0.340 7.548 0.006 2547 (1.307,4.962)
Infection 1.940 0.534 13.217 <0.001 6.956 (2.445,19.794)
Osteoporosis 0.935 0385 5.884 0.015 2548 (1.197,5.423)
Psychiatric symptoms 1.409 0428 10.834 0.001 4.092 (1.768.9.470)
Blood glucose 0.074 0.023 10.178 0.001 1077 (1.029,1,128)
Blood sodium -0.167 0.027 37.695 <0.001 0.846 (0.803,0.893)
Red cell count -0.586 0.184 10.177 0.001 0557 (0.388,0.798)
Hemoglobin count -0.018 0.006 10.850 0.001 0.982 (0.971,0.993)
‘White cell count 0.201 0.034 34539 <0.001 1222 (1.143,1.307)
Neutrophil count 0.276 0.039 49.284 <0.001 1317 (1.220,1.423)
Eosinophil count -17.132 4.154 17.007 <0.001 0.000 (0.000,0.000)
Lymphocyte count -0.721 0.224 10.399 0.001 0.486 (0.314,0.754)
Albumin -0.048 0.024 4.123 0.042 0.953 (0.910,0.998)
NLR 0.023 0.011 4.430 0.035 1.024 (1.002,1.046)
ELR -21.736 5.674 14.677 0.000 0.000 (0.000,0.000)
PLR 0.000 ‘ 0.000 0.044 0.834 1.000 (1.000,1.000)

NLR, Neutrophil-to-lymphocyte ratio; ELR, Eosinophil-to-lymphocyte ratio; PLR, Platelet-to-lymphocyte ratio.
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variables B Wald X2 P OR 95%ClI
Diabetes 0.705 0.584 1.460 0.227 2.024 (0.645,6.355)
Infection 3413 1.044 10.695 0.001 30.367 (3.926,234.868)
Osteoporosis L1117 0.571 3.829 0.050 3.057 (0.998,9.363)
Psychiatric symptoms 2349 0.676 12.086 0.001 10.472 (2.786.39.361)
Blood glucose -0.050 0.049 1.021 0.312 0.952 (0.865,1,048)
Blood sodium -0.215 0.040 28.432 <0.001 0.806 (0.745,0.873)
Hemoglobin count -0.018 0.009 3.577 0.059 0.982 (0.964,1.001)
Albumin 0.088 0.035 6.405 0.011 1.092 (1.020,1.170)
NLR 0.133 0.038 12.495 <0.001 1.143 (1.061,1.230)

ELR -22.136 6.580 11.842 0.001 0.000 (0.000,0.000)

NLR, Neutrophil-to-lymphocyte ratio; ELR, Eosinophil-to-lymphocyte ratio.
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Categories of variables Specific variable values

Demographic measures Age, gender (male or female), BMI, occupation (civil servant, retired, unemployed, skilled, etc.), death

Hospitalization characteristics Medical payment method (basic medical insurance for urban workers, basic medical insurance for urban residents, new rural
cooperative medical care, self-pay, other), length of stay, reasons for glucocorticoid use and types of glucocorticoid use

Clinical characteristic Hypertension, diabetes, digestive diseases, osteoporosis, infection, psychiatric symptoms, eye diseases, moon-like facies
by glucocorticoid

Laboratory finding Blood glucose, blood potassium, blood sodium, blood calcium, red blood cell count, hemoglobin count, white blood cell count,
neutrophil count, lymphocyte count, eosinophilic count, platelet count, total bilirubin, aspartate aminotransferase, alanine
aminotransferase, albumin, globulin, uric acid, serum creatinine, neutrophil-to-lymphocyte ratio, eosinophil-to-lymphocyte ratio,
platelet-to-lymphocyte ratio, sodium-to-potassium ratio.

BMI, Body mass index.
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Patient characteristics Adrenal Crisis
Total (n= number) 51(13.75%)
Age 54.50 (48.28,70.46)
Age group
18.00-29.99 1(1.96%)
30.00-39.99 4(7.84%)
40.00-49.99 12(23.53%)
50.00-59.99 11(21.57%)
60.00-69.99 9(17.65%)
70.00-79.99 10(19.61%)
280.00 4(7.84%)
Gender
Male 33(64.71%)
Female 18(35.29%)
BMI 24.00(21.00,28.00)
Occupations
Farmer 23(45.10%)
Retirees 10(19.61%)
Unemployed 4(7.84%)
Others 14(27.45%)
Average length of stay 11.00(8.00,13.00)

Medical payment methods

Basic medical insurance for urban residents 34(66.67%)
Basic medical insurance for urban employees 8(15.69%)
The new rural cooperative medical system 3(5.88%)
Self-pay 5(9.80%)
Others 1(1.96%)

Reasons for GC use

Gout 22(43.14%)
Rheumatoid arthritis 6(11.76%)
Pain 6(11.76%)
Others 17(33.33%)

Types of GC Used

Dexamethasone 18(35.29%)
Prednisone tablets 7(13.73%)
Others 26(50.98%)
Died (%) 32(62.75%)

GC, glucocorticoid; BMI, Body mass index.
Bold values mean P values < 0.05.

No Ad

320(86.25%)

59.33 (48.45,68.94)

11(3.44%)
21(6.56%)
58(18.13%)
73(22.81%)
88(27.50%)
56(17.5%)

13(4.06%)

177(55.31%)
143(44.29%)

25.00(22.00,28.00)

116(36.25%)
73(22.81%)
28(8.75%)

103(32.19%)

10.00(7.00,14.50)

145(45.31%)

107(33.44%)

39(12.19%)
18(5.63%)

11(3.44%)

122(38.1%)
50(15.6%)
45(14.1%)

103(32.2%)

83(25.9%)
50(15.6%)
187(58.4%)

141(44.06%)

al Crisis

Z/y? value

-0.553

4230

1.580

-1.672

1.476

-0.006

11.710

0.906

1.944

6.170

0.580

0.646

0.209

0.094

0.688

0.996

0.020

0.824

0.378

0.013
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Variable Adrenal No Adrenal 2 value

Crisis (n=51) Crisis (n=320)

Diabetes Yes 38(74.51%) 171(53.44%)
- 7.941 0.005

No 13(25.49%) 149(46.56%)

Hypertension Yes 31(60.78%) 169(52.81%)
1.329 0.515

No 20(39.22%) 151(47.19%)

Moon-like facies Yes 37(72.55%) 218(68.13%)
by glucocorticoid 0.401 0.527

No 14(27.45%) 102(31.87%)

Infection Yes 47(92.16%) 201(62.81%)
17.092 <0.001

No 4(7.84%) 119(37.19%)

Digestive system diseases Yes 26(50.98%) 138(43.13%)
1.101 0.294

No 25(49.02%) 182(56.88%)

Osteoporosis Yes 42(82.35%) 207(64.69%)
6.220 0.013

No 9(17.65%) 113(35.31%)

Psychiatric symptoms Yes 10(19.61%) 18(5.63%)
12.326 <0.001

No 41(80.39%) 302(94.38%)

Eye diseases Yes 10(19.61%) 69(21.56%)
0.100 0.751

No 41(80.39%) 251(78.44%)

Bold values mean P values < 0.05.
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Characteristic

MACS

No, n =50 Yes, n=50?
BAP [ug/L] 15.6 (13.2, 19.1) 15.4 (13.3, 19.0) 0.4
Osteocalcin [ng/mL] 17 (13, 21) 16 (14, 19) 0.3
PINP [ng/mL] 54 (48, 72) 59 (40, 73) 0.9
CTX-I [ng/mL] 0.32 (021, 0.45) = 0.25 (0.16, 0.39) 0.09
Adrenal lesion in CT
Characteristic
No,n =511  Yes, n =49’ p-value?
BAP [ug/L] 15.1 (13.2,18.8) = 16.0 (13.3,19.3) 0.6
Osteocalcin [ng/mL] 17 (14, 21) 16 (13, 20) 0.5
PINP [ng/mL] 56 (42, 75) 56 (48, 72) >0.9
CTX-I [ng/mL] 0.27 (0.18,0.36) | 0.31 (0.20, 0.45) 0.2
Lateralization in AVS
Characteristic
No,n =621  Yes, n =38! p-value?
BAP [ug/L] 152 (13.1,18.6) = 15.7 (137, 19.8) 0.3
Osteocalcin [ng/mL] 17 (14, 20) 16 (13, 20) 0.8
PINP [ng/mL] 54 (39, 73) 56 (50, 74) 0.3
CTX-I [ng/mL] 0.27 (0.18,0.36) | 0.36 (0.21, 0.48) 0.14

! Median (IQR); n (%).

2 Wilcoxon rank sum exact test; Wilcoxon rank sum test; Pearson’s Chi-squared test
AVS, adrenal venous sampling; BAP, bone-specific alkaline phosphatase; CT, computed

tomography; CTX-1, Carboxy-terminal crosslinked telopeptide of type I collagen; MACS, mild
autonomous cortisol secretion; PINP, N-terminal propeptide of type 1 collagen. MACS was
confirmed by 1-mg DST with a cutoff of > 1.8 pg/dl.
A lateralization index for AVS greater than 4.0, or a lateralization index between 3 and 4
together with a contralateral index below 1.0 were considered to be compatible with

unilateral disease.
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Characteristic

Age (years) 60 (52, 68) 60 (51, 67) > 0.9
Sex 0.5
Male 30 (60%) 30 (60%)
Height [meters] 1.76 (1.68, 1.82) ; 1.72 (1.65, 1.78) | 0.2
BMI [kg/m2] 278 (253,31.0) | 285 (255,31.8) 09
Triglycerides [mg/dL]* 92 (65, 131) 102 (66, 144) 0.5
[T;tga/lch}]’fI“tml 180 (158,205) 195 (174,223)  0.06
HbAIc % 525 (5.00, 5.80) | 530 (5.10,560) 0.9
ACTH [pg/mL]® 11 (8, 16) 14 (8, 21) 0.3
Waist to hip ratio 096 (090, 1.02) | 093 (0.84,101) | 05
Lateralization 0.7
Yes 18 (36%) 20 (40%)
No 32 (64%) 30 (60%)
Lesion on CT 21 (42%) 28 (56%) 0.2
ﬁllgd/"f]tfmne beline 166 (131,256) | 206 (131,286) 0.4
Renin [mU/L]* 32(20,66) | 35(20,65) 09
gl;k}s;;z?ae h after 105 (84, 182) 113 (79, 200) 038
Direct Renin
Concentration 4h after 2.00 (2.00, 3.90)  2.25(2.00,4.70) = 0.8
SIT [mU/L]?
ﬁllgl‘:tg]‘j“e'renin’mﬁo 46 (28, 79) 58 (36, 94) 03
Eﬁ:ﬁiﬁe{ﬁd i 330 (3.03, 3.80) | 3.44 (3.13,3.80) 05
GEFR [mL/min/1.73m2] | 89 (77, 99) 84 (68, 96) 0.1
Creatinine [mg/dL]? 0.90 (0.80, 1.00)  0.90 (0.80, 1.10) = 0.6
Sodium [mmol/L] 142 (140, 143) 141 (141, 143) 0.6
Calcium [mmol/L] 237 (230, 247) | 238 (2.33,242) 09
PTH [pg/mL] 67.3 (489, 851) | 557 (474,753) 02
Vitamin D [ng/mL] 19 (13, 25) ‘ 22 (16, 31) 0.3
[Sr’:r:’g;f‘lh'm 153 (144, 164) | 155 (147,169) 0.4
Dinstolip 2Bl 94 (84, 101) 92 (85, 103) 0.9
[mmHg]
stin(e;;S;y 150 (1.00, 294) 2,00 (0.75,3.00) 0.3

! Median (IQR); n (%).

2 Wilcoxon rank sum exact test; Wilcoxon rank sum test; Pearson’s Chi-squared test
24h-BP, 24-hour blood pressure; CT, computed tomography; GFR, glomerular filtration rate;

MACS, mild autonomous cortisol secretion; PTH, Parathyroid hormone; SIT, saline infusion

test; SD, standard deviation.

*Parameters in SI units (MACS no; MACS yes): Triglycerides (1.0 mmol/l; 1.2 mmol/l), Total
cholesterol (4.7 mmol/l; 5.1 mmol/l), ACTH (2.4 pmol/l; 3.1 pmol/l), Aldosterone baseline
(460.5 pmol/l; 571.4 pmol/l), Aldosterone 4h after SIT (291.3 pmol/l; 313.5 pmol/l),
Creatinine (79.6 umol/l; 79.6 umol/l).
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Current replacement Mean dose

therapy (mg) (range)
Fludrocortisone (in salt-wasting cases) 98/101 (97.03) 0.09 (0.05-0.1)
Dexamethasone 13/108 (12.03) 0.4 (0.25-0.5)
Hydrocortisone 41/108 (37.97) 21.53 (7.5-30)
Prednisone 7 50/108 (46.30) 5.78 (2.5-10)
Overall current glucocorticoid dose 23 (6.7-40)

Glucocorticoid Combinations

Hydrocortisone and Dexamethasone 3/108 (2.78) 15,.0.25*

Prednisone and Dexamethasone 1/108 (0.92) 2.5, 0.5%*

*All three patients received identical doses of hydrocortisone (15 mg) and dexamethasone
(0.25 mg).
**One patient received doses of prednisone (2.5 mg) and dexamethasone (0.5 mg).
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Lab requested (unit) n (%), mean + SD

Cholesterol (mmol/l) 4.50 + 0.92
-Normal <5.17 84 (77.78)
-Borderline 5.17-6.20 19 (17.59)
-High > 6.21 5 (4.63)
LDL (mmol/l) 2.87 +1.20
-Optimal < 2.59 46 (42.59)
-Low risk 2.59-3.34 39 (36.11)
-Borderline 3.37-4.12 7 16 (14.81)
-High > 4.14 7 7 (6.48)
HDL (mmol/l) 146 + 0.41
-Low <1.3 31 (28.70)
-Desirable > 1.3 77 (71.30)
Triglyceride (mmol/l) 12530155
-Desirable < 1.7 93 (87.74)
-Borderline 1.7-2.2 7 10 (9.43)
-High > 2.3 3(2.83)
HbAlc (%) 5.40 + 0.64
-Normal < 5.7% 85 (78.70)
-Prediabetes 5.7-6.4% 20 (18.52)
-Diabetic > 6.5% 3(2.78)
2-Hour Postprandial Glucose (mmol/L) 5.71 + 1.06
-Normal <7.8 106 (98.15)
-Impaired Glucose Tolerance 7.8-11.0 1(0.93)
-Diabetes > 11.1 1(0.93)
Glucose fasting mmol/l 471 + 0.58
-Normal < 5.6 100 (92.59)
-Impaired 5.6-6.9 7 (6.48)
-Diabetic >7.0 1(0.93)
HOMA-IR 2.00 +1.78
-Healthy < 2.0 67 (62.04)
-Insulin resistance > 2 41 (37.96)

Androstenedione (nmol/L)*

-Mean level in males 17.04 + 14.66
-Mean level in females 14.10 + 15.02
Category:

-Controlled 56 (51.85)
-Persistently high 52 (48.15)

Testosterone (nmol/L)**

-Mean level in males 11.88 + 7.95
-Mean level in females V 3.29 + 4.60
Category:

-Low in males 19/36 (52.78)
-Persistently high in females 28/72 (38.89)
FSH (1U/L) 5.03 + 5.22 |
-In males 443 + 442
-In females 533 + 559
Category:

“Low <2.5 22 (20.37)
“Normal 2.5-12 84 (77.78)
-High >12 7 2 (1.85)
LH (IU/L), overall 5.37 + 4.80
In males 4.46 £ 3.97
In females 583+ 5.13
Category:

“Low <2.5 23 (21.30)
-Normal 2.5-12 79 (73.15)
-High >12 6 (5.56)

HOMA-IR, Homeostatic Model Assessment of Insulin Resistance; FSH, Follicle-Stimulating
Hormone; HbAlc, Glycated Hemoglobin; LDL, Low-Density Lipoprotein; LH, Luteinizing
Hormone; SD, Standard Deviation.

*References range: for females: 2.27-7.33 nmol/L (65-210 ng/dL), for males: 2.79-8.38 nmol/L
(80-240 ng/dL).

**Reference range: 0.5-2.5 nmol/L for females, and 10-35 nmol/L for males.
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Compared

study groups

number
of UDE
mMiRNAs

Respective
UDE miRNAs

HT vs PA 7 hsa-miR-15b-5p, hsa-miR-342-
3p, hsa-miR-17-5p, hsa-miR-
652-3p. hsa-miR-409-3p, hsa-
miR-223-5p, hsa-miR-660-5p

HT vs PA: HT vs bPA 1 hsa-miR-223-3p

bPA vs uPA 1 hsa-miR-193b-5p

HT vs PA: HT vs uPA: HT 1 hsa-miR-625-5p

vs bPA

HT vs PA: HT vs uPA 2 hsa-miR-125b-5p, hsa-let-7f-5p

HT vs PA: bPA vs uPA 1 hsa-miR-1224-5p

bPA vs uPA: HT vs uPA 1 hsa-let-7e-5p

HT vs PA: bPA vs uPA: HT = 19 hsa-miR-10b-5p, hsa-miR-99a-

vs uPA 5p, hsa-miR-126-3p, hsa-miR-
26b-5p, hsa-miR-92a-3p, hsa-
miR-320b, hsa-miR-744-5p,
hsa-miR-30e-5p, hsa-miR-378a-
3p, hsa-miR-181b-5p, hsa-miR-
484, hsa-miR-181a-5p, hsa-miR-
21-5p, hsa-miR-193a-5p, hsa-
miR-140-5p, hsa-let-7a-5p, hsa-
miR-126-5p, hsa-let-7d-5p, hsa-
miR-130a-3p

Total 33

The sign "" between the subgroups comparisons corresponds to "and".
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Comparisons of the

miRNAs with significant overlap between miRNAseq * and gPCR 2

study groups
hsa-miR- hsa-miR- hsa-miR- hsa-miR- hsa-miR-
10b-5p 21-5p 30e-5p 126-5p 223-3p
HT vs PA p=00124 p=00133 p=00222 P = 0,02309 P =0,0019 P = 0,0479
bPA vs uPA P =00135
HT vs uPA P = 0,0094 P = 0,0087 p=0029 P = 0,0068
HT vs bPA p=00132
HT+bPA vs uPA P = 00246 P = 0,01607 P = 0,0039
miRNAseq ! - miRNA sequencing by NGS.

qPCR * - quantitative polymerase chain reaction.

HT, primary hypertension; PA, primary aldosteronism; bPA, bilateral PA; uPA, unilateral PA; HT+bPA, combined group of both HT and bPA cases; vs, versus
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Characteristics (VA]

Gender -Males 36 (33.33) 108
-Females 72 (66.67)

Age (in years) Median [IQR] 21 [18-30] 108

Diagnosis -Salt-wasting 101 (93.51) 108
-Simple virilizing 7 (6.49)

Ambiguous genitalia ~Yes (all females) 72 (66.67) 108
-No (all males) 36 (33.33)

Height Height SD-score: mean + SD -222+137 108
-Short (SD-score <-2) 31 (28.70)
-Severe short (SD-score <-3) 33 (30.55)
-Normal 44 (40.74)

BMI -Underweight 9 (8.33) 108
-Normal 38 35.19)
-Overweight 23 (21.30)
-Obese 38 (35.19)

Blood pressure -Normal 94 (87.04) 108
-Pre-hypertensive 10 (9.25)
-Hypertensive 4(371)

Puberty onset* -Precocious 18 (22.22) 81
-Normal 56 (69.14)
-Delayed 7 (8.64)

GnRH agonist Yes 18 (16.6) 108
-Height SD-score for patients received GnRH agonist -2.47 + 1.50
-Height SD-score for patients without GnRH agonist -2.18 £ 1.36

Acne -Yes 14 (12.96) 108
-No 94 (87.04)

Female complications and treatment

Hirsutism ~Yes 22 (30.56) 72
-No 50 (69.44)

Menstrual -Primary amenorrhea 12 (16.67) 72
-Secondary amenorrhea 10 (13.89)
-Oligomenorrhea 1 42 (58.33)
-Normal menses 8 (11.11)

Fertility treatments** -IVF 1(1.38) » 25
-None 24 (33.34)

On Contraceptive pills* Yes, type: 22 (30.56) 72
-Combined oral contraceptives 18 (81.82)
-Conjugated estrogen 1 (4.55)
-Progestin pills 3 (13.64)

SD-score, Standard deviation score; BMI, Body mass index; IQR, Interquartile range; IVF, In vitro fertilization.
*Only patients that we found data on were reported.
**Only 25 females are married.
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Prediction model Recall rate F1 score Accuracy rate
Logistic model 0.4667 1.000 ‘ 06364 09286
Decision tree 0.1333 0.1818 ‘ 0.1538 0.8036
Pruned decision tree 0.1333 0.1818 ‘ 0.1538 0.8036
Random forest 0.2000 1.000 ‘ 03333 0.8929
SVM model 0.0667 1.0003 ‘ 0.1250 0.8750
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Change at the

Change at the
protein level

ACMG
classification

DNA level
N/A 30-KB DEL
1 €92C>T
Intron 2 €293-13C>G
3 €.332_339del
4 C518T>A
6 €.710_719del
6 [c.710T>A,
c.713T>A,
C719T>A]
7 c.803C>G
7 c844G>T
7 €.923_924dup
8 €952C>T
8 €955C>T
8 €.1066C>T
8 €.1069C>T
9 c1131C>G
10 c.1478A>G

N/A

p. Pro31Leu

N/A

p. Glyl11ValfsTer21
p. lle173Asn

p- Tle237SerfsTer3

p- l1e237Asn, p. Val238Glu,
p. Met240Lys

p. Pro268Arg

p. Val282Leu

p- Leu309CysfsTerl5
p. Leu318=

p- GIn319Ter

p. Leu356=

p. Arg357Trp

p. Tyr377Ter

p. Glnd93Arg

Gene deletion
SNV

SNV

Variants deletion
SNV

Variants deletion

SNV Cluster

SNV
SNV
Variant duplication
SNV
SNV
SNV
SNV
SNV

SNV

Lp

Lp
Lp
vus

vuUs

P

p

vus

N/A

159378251

56467

rs387906510

156475

N/A

rs1554299737
rs12530380
156476

rs61732108

156471

151776193326

151776217797

1s7755898

1s1776234662

157769409

N/A

N/A

1

1

N/A, not applicable; P, Pathogenic; LP, Likely Pathogenic; VUS, Variant of Uncertain Significance; SNV, single nucleotide variant; N, number of cases within the variant; ACMG, American

College of Medical Genetics and Genomics.

*Of the 55 patients who underwent genetic tests, 47 had single mutations, while 8 had compound mutations (2 mutations: n=2; 3 mutations: n=3; 4 mutations:

=2; 5 mutations: n=1).





OPS/images/fendo.2025.1558841/crossmark.jpg
©

2

i

|





OPS/images/fendo.2025.1558841/fendo-16-1558841-g001.jpg





OPS/images/fendo.2025.1558841/fendo-16-1558841-g002.jpg


OPS/images/fendo.2025.1512161/table4.jpg
Radiology findings

Bone mineral density n=60

n (%)

T score (25 years old and Above) (n=23) -1.32 +1.14
-Normal (t-score +1 and —1) 7 (30.43)
-Osteopenia (t-score —1.1 to —2.4) 13 (56.52)
-Osteoporosis (t-score < —2.5) 3 (13.04)

Z score (Below 25 years old) (n=37) -0.88 +1.35
-Normal (z-score >-2) 29 (78.38)
-Low for age (z-score <-2.0) 8 (21.62)
Gonadal ultrasound findings

For males n=27

Bilateral TART 12 (44.44)
Leydig cell tumor 1 (3.70)
Unremarkable 14 (51.86)
For females: n=41

Polycystic ovaries (PCO) 1(2.44)
Small uterus 5 (12.20)
Unremarkable 35 (85.36)

TART, Testicular adrenal rest tumor.






