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Case 5: AMZUNNBAEAS W IAINTANHIINGNS

“A 23-year-old male presents with progressive abdominal pain for 1 month”
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Chief complaint: 1aewnau 1 Houneu 11 153Ne110

Present illness:

28 IADUADUUITN,

Admit T59ne1u1a81n0 (LOS 7 days) @18 Subacute fever for 2 weeks with acute
mucous diarrhea without bloody stool for 3 days PTA (ﬁﬂ’;&lﬁﬂi 20 llelgljclu“]hﬂ%ullﬁ)
Tusau)

V/S “ﬁ‘i‘v\lﬂf. BT 39°C, BP 110/70 mmHg ATIVTNMINY Splenomegaly CBC: Hb 8
g/dL, Platelet 293000/mm3, WBC 1820 /mm3 (Neutrophil 80%, Lymphocyte7%)
Management: Ceftriaxone 2 gm IV OD, Doxycycline (100) 1 tab po bid pc for 7 days
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Admit W.99%39 LOS 7 days

- V/S BP 104/60 mmHg, BT 37°C, Ulcer at peritonsillar, Splenomegaly

- CBC: Hb 9 g/dL ,Platelet 343000 /mm3, WBC 900 /mm3(Neutrophil 43 %,Lymphocyte 34%)
- Hemoculture: No Growth x 11

- Stool exam : No RBC,WBC, No mucus, No parasite, Stool occult blood negative

- KOH from oral lesion : not found

- ANA negative, Anti ds-DNA negative, DCT 2+, ICT negative, LDH 995 U/L

- Ultrasound upper abdomen : Splenomegaly 19.4 cm, no focal lesion, Liver normal size

and parenchymal echogenicity no focal lesion, No free fluid

- Diagnosis AIHA ,Fever



TR o5 o &
msuszgnednedihelsafiaie aseh 32566 oymuiogimans lsnanio

v 9
°lmu‘wqwauﬁﬁ 10 NHIAN 2566 1301 13:00-16:30 U. DU ﬁ}’ﬂﬂﬂiziﬂl 621 ¥U 2

PIMNITLINIT AULUNNOAAAT 1TINGIIDTINTUR NFUNN

- Management: Ceftazidime 2 gm IV q 8 hr for 7 days
- Home Medication: Prednisolone 45 mg/day, Acyclovir(200) tab po pc three times a

week, Cotrimoxazole(400/80) 1 tab po pc twice a week

27 1DUADUNITN. WaRanuNAIADALALINT Hb 13 g/dL, Plt 188000 /mm3, WBC 2400 /mm3
(Neutrophil 73%, Lymphocyte 16%, Atypical lymphocyte 5%) Tae TsiTionns 14 laill
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23 IADUNDUNITN. @szinnnnyszdou gihedre1nsaaeii1i18) Admit sw.s9nda , LOS 3 days
- Presented with acute fever with dysuria 1 day PTA
- V/S BT 38.4°C, BP 156/102 mmHg, HR 122 bpm, BW50 Kg, Height 158 cm
- Hemoculture: No Growth x II
- CBC: Hb 14 g/dL, Hct 43 %, MCV 72 fL, RDW 18%, Platelet 175000/mm3, WBC
2500/mm3(Neutrophil 55%, Lymphocyte 37%, Eosinophil 0.5%)
- UA: Specific gravity 1.010, WBC 20-30, RBC > 100. Blood 3+, Protein trace, Nitrite neg
- Stool exam: No RBC, No WBC, no mucous, no parasite was found
- 5211719 admit WAUAINAI ngay acyclovir, Cotrimoxazole
- Dx. UTI with sepsis
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- Management: ceftriaxone 2 gm IV OD for 3 days l¥aaluiun 2 neunausiinlaili 4
- Home Medication: Prednisolone 20 mg/day, cefdinir (100) 2 tab po tid po pc for 3 days
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- Physical examination: tender at periumbilical, PR minimal blood clot
CBC: Hb 10 g/dL, MCV 59 fL, Platelet 498000 /mm3, WBC 1800 /mm3(Neutrophil
68%, Lymphocyte 21%)

- EGD: Mild erythematous mucosa at antrum

- Colonoscopy:
One large geographic deep ulcer with raising edge with at transverse colon 40 cm from A
Erythematous and edematous of IC valve

One clean base ulcer size 1 cm at ascending colon

b Ascending Colon P Ascending Colon G Transverse Colon 40 cm from AV H Transverse Colon

- Clo test negative
- Pathology
- Terminal ileum biopsy: chronic ileitis, no activity, no granuloma, no malignancy
- Colonic mucosa biopsy: chronic active colitis with ulcer, no granuloma, no malignancy --> IHC for
CMYV negative, PCR for TB not detected, AFB negative, mAFB negative
' a2y 9
- szvanueu Isaweruia lidl 14
- Home Medication: prednisolone 15 mg/day
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- Colonoscopy: A circumferential deep ulcer 5 cm in length with contact bleeding at descending colon, shallow

ulcer 0.5 cm at IC valve
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A Terminal lleum

E F Descending Colon G Descending Colon

- Pathology at Colonic mucosa, IC valve and descending colon: Chronic colitis, non-specific, no granuloma, no
viral inclusion, no malignancy, CMV negative, AFB negative, PCR for TB negative

- Diagnosis: Crohn’s disease

- Management: Prednisolone 40 mg/day, Azathioprine 50 mg/day
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Past history:
- History of acute appendicitis:
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- S/P Appendectomy

- Perianal abscess
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- S/P Incision and Drainage

- Leukopenia with Thalassemia E trait and alpha thal 2 trait with iron deficiency anemia
-3Tvsuiile 6 Tliow Incidental finding nHaidonaeuuouT5aME11a3 1 3ARY perianal abscess
ynfudadsnude filsanenandegiurania
- Bone marrow aspiration 6 years PTA: Megakaryocyte, Erythroid, Myelocyte, Lymphoid all normal,
M:E ratio 3:1, Erythroid full maturation, Myeloid full maturation, Interpretation: hypocellular marrow
- Bone marrow biopsy 6 years PTA: Bone marrow, trephine biopsy: hypercellular (60-70% cellularity)
marrow showing erythroid precursors, maturing and mature granulocyte (M ratio 3:1) and appropriated
numbers of megakaryocyte with unremarkable morphology, no metastatic tumor or granuloma
- Flow cytometry : Absence of PNH clone(Both RBC and PMN)
- Iron profile 6 years PTA: Serum Iron 5 mg/dL, TIBC 46 mg/dL, Transferrin saturation 11%

- History of recurrent condyloma
Siivsaiile 4 Tneu At Tsmonasania Tudremmsiinuiitusenunnne Sorzma
- S/P Podophyllin apply lesion 4 years PTA
- S/P Electric cauterization 2 years PTA

- S/P Circumcision 1 year PTA

Current medication:

- Prednisolone 10 mg/day

- Azathioprine 50 mg/day

- Ergocalciferol (20,000) 2 tabs po weekly
- Folic 5 mg/day

- Omeprazole 20 mg/day

Personal history:
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Physical examination:
- Vital signs: BP 121/87 mmHg PR 100 bpm BT 37.0°C RR 16/min Body weight 43 kg, Height 158 cm, BMI
17.2 kg/m2
- General appearance: a Thai male, co-operate, no dysmorphic feature
Skin:
Multiple erythematous papules and pustulonodules on face (perioral, check, eye brown) and back of neck
Multiple well defined hyperpigmented oval patches with fine scales on trunk
Hypertrophic scars on chest wall, striac on extremities and buttock
Group of skin-colored papules on shaft of penis, no perianal lesion
- HEENT: no pale conjunctivae, anicteric sclerae, no oral thrush, Erythematous patches with central ulcer at soft
palate, injected pharynx, no tonsil enlargement, no thyroid gland enlargement, no palpable thyroid nodule
- Respiratory system: trachea in midline, normal thoracic contour, equal chest expansion, equal breath
sounds, no adventitious sounds
- Cardiovascular system: JVP not engorged, apical beat at 5th ICS and MCL, no heave, no thrill, normal
S1S2, no murmurs, regular rhythm, symmetrical pulses all extremities
- Abdomen: no distension, normoactive bowel sounds, soft, not tender, no guarding, no rebound
tenderness, liver can’t be palpated, liver span 10 cm, spleen can be palpated 3 FB below costal margin positive
splenic dullness, negative fluid thrills and shifting dullness
- Extremities: no pitting edema, no deformities, no joint swelling, full EOM

- Lymph nodes: palpable 0.7 cm lymph node at submental area both sides with tenderness
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- Neurological examination: well co-operate

- Cranial nerve: pupil 2 mm RTLBE, full EOM, no ptosis, normal corneal reflex, normal muscle
of mastication, no facial weakness, no nystagmus, normal gag reflex, uvular at midline position,
no tongue deviation, no tongue atrophy

- Motor: normal tone, no fasciculation, power grade III all

- DTR 2+ all

- Pinprick sensation intact

- Clonus negative

Babinski sign plantar flexion both

- Stiffness of neck: negative

Investigation:

CBC: Hb 7.2 g/dL, Hct 22.6 %, MCV 58 fL, platelet 293,000 /mm3, WBC 1790 /mm3 (Neutrophil 54.3
%Lymphocyte 35.2% Monocyte 6.2 % Eosinophil 2.8%)

Blood chemistry: BUN 13 mg/dL, Cr 0.73 mg/dL, Na 138 mmol/L, K 4.1 mmol/L, Chloride 100 mmol/L, CO2
26 mmol/L, Calcium 10.2 mg/dL, Magnesium 0.82 mmol/L, Phosphate 4.1 mg/dL

Liver function test: AST 30 U/L, ALT 19 U/L, ALP 127 U/L, Albumin 4.5 g/dL, Globulin 3.9 g/dL, Total

protein 8.4 g/dL, TB/DB 0.61/0.28 mg/dL



T oo~ &
msdszyueisedihelsnfaie nsan 3/2566 oya 110195 MANS IsnAAYE
1 9
Tudumgau@dn 10 @aaw 2566 1981 13:00-16:30 W. & Hoailszam 621 U 2

PINTUIMT AULUNNOMAAS 159N1IATIWITUR NFUNNA

Chest X-ray:
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Immunology and Serology

Anti-HIV: negative

QuantiFERON- TB gold: negative

Immunoglobulin: IgG 1114.5 mg/dL (700-1600 mg/dL), IgM 113 mg/dL (40-230 mg/dl), IgA 174 mg/dL (70-400
mg/dL), Total IgE 157 TU/mL (<100 IU/mL), CD3 93% (46.2-82.7%) absolute CD3 586/uL(960-240/uL), CD4
38% (24.1-50.7%) absolute CD4 239/ul.(470-1404/uL), CD8 49% (17.1-44.6 %) absolute CD8 49 /uL(360-
1250/uL), NK cell 19 /uL (150-1090 /uL)

ANA: negative

DCT positive 2+ (Anti IgG 2+)

Stool examination: WBC 2-3 /HPF, RBC Not Found, no parasite

Pus Gram stain at face: PMN many, No microorganism seen

Pus Culture at face: Staphylococcus epidermidis (Slight growth)

KOH at chest wall: positive for septate hyphae
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Case summary

0 wa investigation:

® Hs-CRP 100.49 mg/L
® ESR 98 mm/hr
® Zinc >400 ug/dL
® CT Whole abdomen with contrast
IMPRESSION:
- Short segmental bowel wall thickening with submucosal wall edema involving hepatic flexure of colon,
probably infectious/inflammatory process.
- Mild fatty liver with prominent size.
- Splenomegaly.
® Bone marrow biopsy: Normocellular trilineage marrow
® THC
O CD20: rare positive cell
O CD3: afew T cells highlighted without atypia
O CD56: No atypical cell highlighted
O EBER: No atypical cell highlighted

IEI Genetic work up

GENE VARIANT ZYGOSITY VARIANT CLASSIFICATION

PSTPIPI ¢.748G>A (p.Glu250Lys) heterozygous PATHOGENIC

ADGRE2 ¢.2T>C (p.Metl?) heterozygous Uncertain Significance
CFB ¢.607G>T (p.Arg203Leu) heterozygous Uncertain Significance
NCSTN c.1410G>T (p.Trp470Cys) heterozygous Uncertain Significance
NLRP12 cl171G>C (p.Val391Leu) heterozygous Uncertain Significance
RIPK1 ¢.1010C>T (p.Thr33711¢) heterozygous Uncertain Significance
RNF31 c.71A>G (p.Asp24Gly) heterozygous Uncertain Significance
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O Clinical diagnosis:

PSTPIPI associated myeloid related proteinemia inflammatory syndrome (PAMI)
o Microbiological diagnosis:

PSTPIPI associated myeloid related proteinemia inflammatory syndrome (PAMI)

o Management:

Adalimumab 80 mg SC q 2 weeks

0 Progress:
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