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APS-1 | Autoimmune Polyendocrine
Syndrome (Type 1)

APS-2 | Autoimmune Polyendocrine
Syndrome (Type 2)
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Endocrine Endocrine IPEX {immune dysfunction

polyendocrinopathy
X-linked)

Addison’s disease Addison's disease Thymic tumors

Hypoparathyroidism Type 1 diabetes Anti-insulin receptor
antibodies

Hypogonadism Graves' disease or POEMS syndrome

Graves' disease or
autoimmune thyroidits

Type 1 diabetes

Nonendocrine

Mucocutaneous
candidiasis

Chronic active
hepatitis

Pernicious anemia
Vitiligo

Asplenism
Ectodermal dysplasia
Alopecia

Malabsorption
syndromes

IgA deficiency

autoimmune thyroiditis
Hypogonadism

Monendocrine

Celiac disease,
dermatitis
herpetiformis

Parnicious anamia

Vitiligo

Alopecia
Myasthenia gravis
IgA deficiency
Parkinson’s disease
idiopathic
thrombocytopema

Insulin autaimmune
syndrome (Hirata's
syndrome)

Adult combined pituitary
hormone deficiency
(CPHD) with anti-Pit1
autoantibodies
Kearns-Sayre syndrome
DIDMOAD syndrome
Congenital rubella
associated with thyroiditis
and/or diabetes

DIDMOAD, diabetes insipidus, diabetes mellitus, progressive

bilateral

optic otrophy, and sensorineural deafness; POEMS,

polyneuropathy, organomegaly, endocrinopathy, M-protein, and skin

changes.
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(aps2) r & 5.1
Later onset
| Multigenerational )
| Females> males affected
Polygenic; HLA, MICA, FTNFZ2 CTLA4

(APS1) ) £ob |

Early onset: infancy
Slblipgs often affected and at risk
Equivalent sex distribution

Monogenic: AME gene, chromosome
21, autosomal recessive
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) _ syndrome, some specific companeant
il gy i ol Ses risk
. T Autoantibodies to type 1 interferons
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b sl b Jis gl 4 dads 3 ol 53 ) Asplenism No defined immunodeficiency
- . . . Mucocutaneous candidiasis Association with other nonendocrine
S o Al (IL-22 U 5 IL-17 do) pSinem s R > imm;_mlulngf.c disnrd_e;; ke mf:m;:ni;
S e APS—lj\ &U e 619\;;4 )'l:».,\:,.,\J\Sc\S ELsz{:nd idippathic thrombaocytopenic
JoBenSgy a1Vl 5_5)-&-“\'\-&'&&5\46151 APS, autoimmune polyendocrine syndrome; HLA, human leukocyte
- . ) B - ’ antigen; IL, interleukin.
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| DR3/DRA associated; other HLA
clazs Il gene associations noted

| No autoantibodies to cytokines
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Addison’s diseass | Sodim, patassium, ACTH, cartisal, 21- and _

| 17-hydroxylase autoantibodies APS— 55 a8 o cdsb s (635 55 (S 3law oyl Lol
Diasrhea | Histary v |2 ) . .
Ectodermal dysplasia | Pysial sxamination | el ke S (APS-T 4 das 35 6 el
Hypoparathyroidism Serum calcium, phosphate, PTH . . -5/ . s . .
Hepatits | Liver functiontests - )L‘:-J < Jﬁb ‘ML? il b 6)% u:" >
Hypathyroidism/Graves' TSH; thyroid perooidase and/or thyroglobulin .(..:...:L'.& bl 2l Sl conle ]y il p)J.'.w

disease autcantibodies and ant-TSH receptor Ab

Male hypogonadism | FSH/LH, testosterang (l’v‘ AIRE (5 S5 J:’Lﬂj Lb s e b (ol
Malabsorption :.T;;;L?::::;mabm' anti-IL-17 and anti-IL-22 u‘b—‘?f-n:" 5 LQ_ST Q‘jjbj:-\:»\ Lo 63\4 d:j 55 LJ.L'.‘DL:» La .3}‘;
‘Mucocutaneous candidiasis "':';?nqjgé:a}éﬁiﬁiﬁm. mucosal swab, stool s O oo by APS=1 & ts 3le 7 Voo & S35 Ead
T — o e S S S
Pernicious anemia | CBC, vitamin B levels g gad o ﬁ;gﬁ sl sla (olew
Splenic atrophy Isﬁiiﬁgﬁﬁmﬁgiﬂ* bodies; platelet a'.JL QL.AU:S 6@}3 J:’t:‘ ‘) 6‘ eSS I A

e G i (3 T Jymsls it ol

Ab, antibody; ACTH, adrenocorticotropic hormone; APS, autoimmune
polyendocrine syndrome; CBC, complete blood count; FSH, follicle-
stimulating hormone; IL, interleukin; LH, luteinizing hormone; PTH,
parathyroid hormene; TSH, thyroid-stimulating hormone.
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Complete Metabolic Panel
K plie Jalf” (3go )T

Albumin: 3.4 to 5.4 g/dL (34 to 54 g/L)

Alkaline phosphatase: 20 to 130 U/L

ALT (alanine aminotransferase): 4 to 36 U/L
AST (aspartate aminotransferase): 8 to 33 U/L
BUN (blood urea nitrogen): 6 to 20 mg/dL
Calcium: 8.5 to 10.2 mg/dL

Chloride: 96 to 106 mEg/L

2 b 25 ARl Gl oy b L 0Ly e 5

TSH ¢(50 ¢ Splis JolS sla sal 131 pls!
oy BI2 sl g o (Al o fSsan colonino ACTH
> Howell-Jolly (=L~>.-| Somimr b 065 oS ol
2 3L L (Asplenism 31 gl 6L olye ) James -
3901y by guae b L 09l )3 b anlas 55 (g leinls

« Howell-Jolly (LM;.J ol LOke)sls I3 (g miey sy
(35 oy (S by Jlonds il 398 oo ks

CO2 (carbon dioxide): 23 to 29 mEg/L
Creatinine: 0.6 to 1.3 mg/dL

Glucose: 70 to 100 mg/dL

Potassium: 3.7 to 5.2 mEg/L

Sodium: 135 to 145 mEg/fL

Total bilirubin: 0.1 to 1.2 mg/dL

Total protein: 6.0 to 8.3 g/dL
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Addison’s disease 21-Hydroxylase autoantibodies, ACTH
stimulation testing if positive

Alopecia Physical examination

Autoimmune hyper- or TSH; thyraid peroxidase andfor thyroglobulin

hypothyroidism autoantibodies, anti-TSH receptor Ab

Cehac disease Transglutaminase autoantibodies, small

intestine biopsy if positive

Cerebellar ataxia

Dictated by signs and symptoms of disease

Chronic inflammatory
demyelinating poalyneurapathy

Dictated by signs and symptoms of disease

Hypophysitis

Dictated by signs and symptoms of disease,
anti-Pitl autoantibody

Idiopathic heart block Dictated by signs and symptoms of disease
IghA deficiency Igh level

Myasthenia gravis Dictated by signs and symptoms of disease,
. antiacetylchalinesterase Ab

Myocarditis Dictated by signs and symptoms of disease

Pernicious anemia

Anti-parietal cell autoantibodies

CEC, vitamin B, levels if positive

Serositis Dictated by signs and symptoms of disease
Stiff man syndrome Dictated by signs and symptoms of disease
Vitiligo Physical examination, NALP-1 polymorphism

Ab, antibody; ACTH, adrenocorticotropic hormone; APS, autoimmune
polyendocrine syndrome; CBC, complete blood count; FSH, follicle-
stimulating hormone; IL, intereukin; LH, luteinizing hormone; PTH,
parathyroid hormone; TSH, thyroid-stimulating hormone.
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