A 1-month-old girl with neonatal cholestasis
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Fhivsical examination:

T37c. RRBYmin, HR 160 /min, BF 68/37 mmHg

Evw 3,500 gm, Length 46 cm . HC 33 om

General appearace: Good consciousness, mildly pale. marked jaundice, no cyanosis

HEEMNT: AF 1.5 x1.5 cm, no dysmorphic face, Pharynx and tonsils not injected. oral candidiasis

ES: Mormal breath sound, no adventitious sound

Cvw'S: No active precordium, normal 51, S2, no murmur

Abdomen: Marked distention, ascites, superficial vein dilatation, not fender, no guarding

Liver G cm below RCM, spant 0 cm, Spleen b om below LM

Skin: Generalized pethichiae and purpura, discrete generalized ervhematous brownish papule hyvperpigmented macule of face,
trunk extremities

GGenitalia: normal female genitalia, no inguinal hernia

Extremities: no rash, no petechiae

M= Motor movement against gravity equally, no limitation of eve moverment , pupil 3 mm BTL BE, no facial palsy, Maro reflex
positive

Easic investigations:

CBC  Hb 9.2 g/dl. Het 30 924, (MCW 101 MCH 32.4 MCHC 307 RDW 22 6]

WEBC 18 110/cumm (N29 L 40 M 10 E6 nRBC26), Pit 15,000/curmmm

FES: anisocytosis ++ |, polychromasia++
aFTT 43 b sec, FT 16.6 sec

Ua pH 7.0, sp.gr. 1.010, protein neq. sugar neq. acetone ned. billirubin ++, WEBC 0-1 JHPF, REBC 0-1 /HPF. leukocyte -neq,
nitrite -ned, urabillinogen -ned

Stool WEC, RBC ., or parasite not found

ES: 69 mg/dl, EUN: & mgfdl, Cr: 0.2 mgfdl, Na 136 mEg/L. K45 mEg/L. CI106 mEg/L. CO2CP 19 mEg/L. total Ca 8.3 mgidl. P 4.0
magfdl. Mg 2.3 mao/dl

LFT: TB 21 mg/dL, DB 17.3 mg/dL AST 275 U/L, ALT 72 UJL . AP 341 UJL, GGT 103 U/L . protien 2.6 g/dl . Alb 2.2 gldL. Globulin
0.4 gidL
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Differential diagnosis and plans of investigation:

»==x(zalactosemia
== Tyrosinemia

==MNeonatal haemochromatosis

=>Haemophagocytic lyrmphohistiocytosis

==Congenital leukemia
==Septicemia and shock

==(E1ant cell hepatifis with hemalylic anemia
»»HHY-6, hepafitis B. adenovirus. Parvovirus

==Mitochrondial hepatopathy

==Yascular malforrmation and congenital heart disease

==Maternal paracetamol overdose

==Hypocortisolism

Table 1 Common causes of acute liver failure in neonates and diagnostic investigations

Disease entity Diagnostic test

Galactosemia Red cell galactose-1-phosphate uridyl transferase

Tyrosinemia Urine succinyl acetone

Meonatal haemochromatosis Raised femitin, extrahepatic iron depasition

Haemophagocytic lymphohistiocytesis and congenital leukaemia Bane marrow examination

Septicemia and shock Positive cultures, clinical scenario

Giant cell hepatitis with hemeolytic anemia Coombs positive haemolytic anemia

HHV-6, Hepatitis B, Adenovirus, Parvvirus Viral serology and PCR

Mitochondrial hepatopathy Mitochondrial DNA, muscle and liver biopsy (open,
if coagulopathy permits) for quantitative respiratory
chain enzyme determination

Vascular melformations and congenital heart disease Echocardiography

Maternal overdose (paracetamol) [3] History and drug levels

Hypocortisolism [4] Cortisol levels, short synacthen test

Dhawan A Early human development. 2005; 81:1005-10

Addifional investigations:

TORCH: 19, g antibody profile toxoplasma, Rubella, CMY, HSY - negative
Mother CMY g5 - positive, HSY 19G -positive. others- negative

YVORLUTPHA non-reactive [A B "A = twin A, B= twin B]

CMY: PCR positive [A] negative [B]. DNA quatitative < 400 copies [A B). urine isolafion negative [A.E]

Hepatitis profile:

twin & C HBEs Ag-neqg. anti HBc-neq, antl HBs — pos 37 mil/ml, anti HCV -neg

twin B - anfi HEs Tb mlufml. other negative all

Arnonia; 91 [A], 39 [B]
Thyroid funclion fest

twin A T4 7.4, FT4 0479, TSH 13,14, T3 52.99

twin B FT4 119 TSH 1385

Twvin A, twin B
serurm ferritin 781 878.2 ng/ml
Feticulocyte count - - 7065
LOH 1426 b1 UJL
MSE 16.19 0.14 ng/mi
D- dirner 18,100 14,600 ngim
Fibrinogen 151 2385 mg/dl
AFP 26,958 43684 [Ufml
Coombstest neg Meg
Trighyceride 165 196 mg/dl
Cholesteral 94 142 ma/d|
Flasma amino acid normal normal
Lrine GCIMS nedgative negafive
Parvovirus B 19 lgG+gh+ lgG+{Igh-

Skull films and long bones for congenital infections: unremarkable study

S whole abdomen: [twin A] hepatomedgaly, increased liver parenchyrma echogenicity without definite space occupying lesion, gall
bladder is collapse but normal size. biliary systern is not dilated, splenomegaly, both kidneys-normal, no evidence of
hvdronephrosis, ascites is noted. No abnormal intra-abdominal mass, right pleural effusion is seen.

[twin B] hepatomedgaly with increased echogenicity of liver parenchyma, no definite space occupying lesion, no dilatation of biliary
systermn, thickening of gall bladder wall, no gall stone, splenormadaly is noted, ascites is observad, normal kidneys

Abdominal paracentasis: vellow.no turbidcity REC 13 WEBC 9 sugar 63 protein 2.7 LOH 793

culture -no growth

Eone marrow aspirafion [4.E] - Dilute rmarrow  BElast= 5%4.no abnormal cell, endhroid hyperplasia. megakaryocyle decrease,
Clotted marrow  Normal cellularity . presence of all three hematopoietic ingage with narmal maturation, some scattered cluster
small round undifferentiated cell

Eve exam: no evidence of eve manifestafion of storage disease

Further investigation:

Skin biopsy: Multinucleated giant cell {Touton giant cellj in dermis; positive CDBS. negative for S100 and CD 13

Liver biopsy: loss of normal architecture, swelling of hepatocytes with bile stain and bile stasis in canaliculi, fibrosis in the portal
tract, haptic lobules and bridging fibrosis is observed; there is area of aggregration of spindle cell, alike Touton giant cell which
positive for COGE and negative for CO Ta and S100 staining

Findl dlagnosis.
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Juvenile Xanthogranuloma (JXG)

Amd Surg Pathol 20062521

- Nevoxanthoendothelioma

- Maost commaon forms of non Langerhans cell proliferation in young children

- Male predominance

- Skinlesions appear in early childhood and spontanaously redress within a few vears

- Acyrmptornatic red-vellow papules and nodules on head, neck, Trunk. axilla and groin area

Systemic JXG:

==0205 histiocytes infiltrate info = 1 exdracutaneous viscera

==Eve- most common site 0.3-0.0 %2

==0thers - liver, spleen, pericardium, myocardium, lungs, kidneys, refroperitoneurn, ribs, orbit, scalp, and central nervous system

Associations:
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Treatment:

- Dptirnal treatment remains controversial, including steroid and immunosuppressive drugs e.q. methotrexate, cytarabine,
Yincristine

-Yarious treatrment:

==>3Urgical resection
=>>Radiafion

===0yloreductive chemotherapy
=== mmunosuppressive therapy

Poor prognosis: CNS and hepafic involverment

This patient has been treated with prednisolone with clinical improvement





