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Steatosis

Neutrophils

Ballooning

Chronic
inflammation

<=66%

scattered, rare

occasional or absent
(zone 3)

none or mild acinar,
none or mild portal

any amount (>33%)

present

obvious ballooning

mild or moderate
acinar, mild or
moderate portal

panacinar, zone 3
predominant

present

present, obvious

mild acinar
inflammation, mild
or moderate (not
marked) portal




g;;;;;;;;;; Score Steatotic Foci of lobular Ballooning R
S hepatocytes (%) lymphocytes heptocytes s
0 <5%
= = F 5.33% < few
2 34%-66% 24 many
3 >66% >4 (not assigned)




Fibrosis

none

zone 3 perisinusoidal

may be focal or extensive

perisinusoidal and periportal

no bridging

bridging fibrosis

no nodule formation

nodule formation


















































































Specimen :
Liver biopsy

Clinical Data:
A 12 Y/O boy with elevated liver enzymes

Macroscopic :
A: Specimen labeled as liver biopsy and consists of a piece of needle-shaped tissue, measuring 0.4 cm in length

and 0.2 cm in diameter (LEFT IN FORMALIN).

SOS: 1/1  E: 100%
B: Specimen labeled as liver biopsy and consists of a piece of needle-

length and 0.1 cm in diameter (LEFT IN ALCOHOL).
SOS: 1/1  E: 100%

Microscopic :
A&B: Sections show small sample hepatic parenchyma arranged in a lobular architecture with four portal tract.
Hepatocytes exhibit prominent cytoplasmic changes charocterized by hemogenous, glassy. eosinophilic
cytoplasm consistent with glycogen accumulation. Plantor cells are diffusely present. Micro and macro steatosis
is observed in scattered hepatocytes. The nuclei are centrally located and not displaces and no significant

inflammatory or fibrosis is seen.
Diagnosis :
Liver needle biopsy:
- Metabolic liver disease suggestive of glycogen stora
- No steatohepatitis is seen

shaped creamy tissue. measuring 0.4 cm in

ge disease with moderate degree fatty changes




Patient ID: PID3605-P Physician: Dr. Motamed

Patient Name: ~ Muahan Hakimi Specimen Type: Peripheral blood
Date of Birth: 1391 Reception Date:  1404/3/3
Gender: Male Report Date: 1404/4/8

Test Performed

Whole Exome Sequencing, Performed by Macrogen Inc., South Korea, NovaSeqX plus 150PE 8Gb 69SPL, Twist V2,
100X, Variant calling based on best practice of GATK. Genome ref version V. GRCh37. e

Clinical Indications

The patient was born to a non-consanguineous marriage with elevated liver enzymes, hepatomegaly, spastic gait and 1s
suspected of being affected by glycogen storage disease. There is a positive history of diabetes and MS in the family.

Table 1. Variants Relevant to Indication for Testing

ACMG/ClinVar

2 ™ . . > PP )
Gene Variant coordinates Associated disease/ Inheritance Zygosity Classification®

“:(/): Exon_Intron_Num/Exon_Intron_Tot. In case of exonic variation the numbers arc referring to the exon and in case of intronic, referring to intron, ..
s AD=Autosomal Dominant: AR=Autosomal Recessive; XL =X-Linked: X1 R=X-Linked Recessive: DR= Digenic Recessive j
b Hom=Homozygous: Het=Heterozygous: Hem=Hemizygous; W1T=Wild Type

€ \'LUS=Variant of Uncertain Significance, R= Reported, NR= Not Reported

Table 2.Variants of Lower Significance/ Lower Clinical Correlation

ACMG/ClinVa

Vari id i ity"
Gene ariant coordinates Associated disease/ Inheritance Zygosity r Classification®

Cholestasis. intrahepatic, of pregnancy, 3

Chr7 87092075 87092075 T C:
; 614972 AD. AR

NM 018849.3:(4/28):

ABCB4 ¢ 285A>Gip.Pro9sPro Cholestasis, progressive familial Het VUS/ NR
1981262436 intrahepatic 3 602347 AR
FSIEN 202K = -
Gallbladder disease 1 600803 AD, AR
kel

Chr3 §1691938 81691938 T C: : . Cih Ky

NM 000158.4:(7/16): Glycogen storage disease IV 232500 AR Pathogenic/

, GBEIl ST % Polyglucosan body discase, adult form Het Conflicting

: OR6A>Gip. Tyr329Cys -

::.“ : E 54 . 263570 AR classifications of

Y Y > sRO338671 ',
pathogenicity
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