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A 6-WEEK-OLD MALE INFANT WITH CHOLESTATIC JAUNDICE AND DYSGLYCEMIA
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Vital signs: T 37.1°C, RR 55/min, HR 122/min, BP 82/51 mmHg, SpO, 97%
General appearance: lethargy, jaundice and wasting
Measurement: BW 1.36 kg (-4 SDS), length 40 cm (-1 SDS), head circumference 30 cm
(-2.5 SDS)
HEENT: AF 2x2 cm, PF 1x1 cm, no goiter, no dysmorphic features
Heart, lungs and abdomen: unremarkable

Genitalia: stretch penile length 2.8 cm, descended testes

Problem list
1. Term twin B with symmetrical small for gestational age (SGA)
2. Cholestasis jaundice
3. Proximal jejunal atresia
4. Dysglycemia

5. History of consanguinity

MIATIRUAL
1. Critical blood samples ¥uzdl hypoglycemia (91g 47 M) plasma glucose 26 meg/dL,
insulin < 1.6 plU/mL, serum cortisol 39.2 pg/dL, growth hormone (GH) 66.5 ng/mL, beta-
hydroxybutyrate < 0.1 mmol/L
2. Hyperglycemia workup (91¢ 48 J): insulin < 1.6 plu/mL, C-peptide < 0.01 ng/mL
Liver function tests (818 45 A): AST 219, ALT 177, ALP 229 U/L, TB 19.6, DB 11.6
mg/dL, total protein 48.4, albumin 23.4 ¢/L
4. Whole abdominal CT: annular pancreas with probable agenesis of the dorsal pancreas,
no demonstrated gallbladder or cystic duct remnant, segmental collapses with mild
thickened enhancing walls of the 3™ part of duodenum and jejunum at right mid
abdomen, probable due to partial obstruction
5. Sanger sequencing (gﬂﬁ 2):
- Patient: homozygous variants of a nonsense mutation (stop codon) c.2176C>T,
p.Arg726Ter of RFX6 gene
- Parents: heterozygous variant of a nonsense mutation (stop codon) c.2176C>T,
p.Arg726Ter of RFX6 gene



Sanger Sequencing Result:

DNA:7419

RFX6:¢.2176C>T, p.Arg726Ter, Homozygous
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DNA:7420
(MO)
RFX6:c.2176C>T, p.Arg726Ter, Heterozygous

DNA:7421
(FA)
RFX6:c.2176C>T, p.Arg726Ter, Heterozygous

U 2 Sanger chromatogram JUHULAAINANTINVBIEUIY JUNANLAAINANTINVBINTAN LagFUuN
WARINANTTNTI9VDITAN
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Mitchell-Riley Syndrome
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