WHAT'S BEHIND YOUR
PATIENT'S HEMATOLOGICAL
ABNORMALITIES?

RULE OUT MALIGNANCY. PERFORM GAUCHER ENZYME TEST.*

Patient Case Study @ /
v,

18-Year-Old Female Patient

HISTORY

> Admitted to hospital with a complaint of left-sided albdominal pain x 3 days
> No nosebleeds, blood in stool, frauma, weight loss, or bone pain

> Three weeks prior fo admission: fatigue, fever, pharyngitis

» Parents both from Poland and of Ashkenazi Jewish origin

EXAM

> Pale

> Diffuse abdominal fenderness

> No bone/joint tenderness

> Hepatic margin 6 cm below costal margin

INVESTIGATIONS'

» Blood chemistries, urinalysis WNL

> Ho 104 g/L (120-160 g/L) WBC 3600/l (4000-11,000/pl)  ANC 2016/l (2000-8250/ut)
PLT 27,000 x 107L (150-450x 10°/L)  PT156.9s (11-13s) aPTT 35.0s
Monospot negative EBV tifers consistent with past infection

'Normal range in parentheses.

DIAGNOSTIC TEST

» Due to the clinical findings and family of origin, an enzyme assay (glucocerebrosidase)
was ordered

DIAGNOSIS CONFIRMED: GAUCHER DISEASE TYPE 1

*Acid-B-glucosidase enzyme activity assays.
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What's behind your patient’s hematological abnormalities? Consider Gaucher disease in the differential.

Patient Case Study @

35-Year-Old Male Patient”

Would you suspect Gaucher disease?

LA Potient Case S’rudy@

HISTORY
» Presented to PCP with petechial rash on lower extremities

» Sudden rectal hemorrhage episode 3 months prior; occasional nasal bleeding during childhood

18-Year-Old Female Patient

> Labs revealed thrombocytopenia .
+ Bone marrow biopsy:

Ref to 2 ialists wh | t cirrhosis, H. pylori, toi i
» Referred to 2 specialists who ruled out cirrhosis, H. pylori, and autoimmune disease _ Diffuse infitration with Gaucher cells

> Referred to hematologist because of persistent rash and thrombocytopenia . .
- No evidence of malignancy

EXAM

* Enzyme assay confirmed Gaucher disease
» Bruises on trunk and extremities; fading petechiae

> Spleen tip palpable on inspiration; liver not palpable

IMAGING: ABDOMINAL U/S' R
> Splenomegaly 18 cm (<13 cm) with multiple echogenic foci up to 3.5 cm : : PG‘I‘le n‘I‘ Cqse S‘I‘u dy @
> Hepatomegaly 18.1 cm (13.5-16.5 cm) with fatty infiltration ’

> Multiple small calculi in gallbladder 35-Year-Old Male Patient

A

INVESTIGATIONS' + Bone marrow biopsy:
> HIV, EBV, HCV negative > Ferritin: 550 pg/L (15-475 pg/L) - Marked infiltration with Gaucher cells
» HGB, WBC, differential: Normall » HDL cholesterol: 31 mg/dL (>40mg/dL) ) )
, , . . * Enzyme assay confirmed Gaucher disease
> Platelets: 64x10°/L (150-450 x10°/L) » Cryoglobulin screen negative

g
'Normal range in parentheses. K j &

DIAGNOSTIC TEST Used with permission from ASH Image Bank. R. Parikh, MD.

Gaucher cells in bone marrow aspirate smears. 2020; #00062962.
» Bone marrow biopsy ruled out malignancy © The American Society of Hematology.

» Due to the clinical findings, an enzyme assay (glucocerebrosidase) was ordered
+ Bone marrow biopsy is not required for a Gaucher disease diagnosis. Not identifying Gaucher

DIAGNOSIS CONFIRMED GAUCHER DlSEASE TYPE ] cells in bone marrow samples does not rule out Gaucher disease’

IT"S GAUCHER DISEASE TESTTO KNOW

Rule Out “ Test for It ‘9’ Treatable * Test for Gaucher disease in patients who present with splenomegaly
M(]”gn(] ncy Gaucher disease ) 4 Treatment options Cmd/or th rom boc;yfopeniqz'4

Gaucher disease cgn be definitively are ovoilople for

ee | commenly e e gg;ﬁ*j;;?ﬁ‘;;e » Gaucher disease can be definitively diagnosed or ruled out with a
and sympfoms of blood-based oral therapies™ simple blood-based enzymatic assay’

H 2
many hematological enzymatic assay

malignancies™



Hematologists/Oncologists Play a Pivotal Role in Diagnosis

N <

of patients in

the United States
are seen by a
hematologist/
oncologist in pursuit
of a diagnosis’

of hematologists/
oncologists
consider Gaucher
disease in their
differential diagnosis*

Sl
YEARS
When the diagnosis is missed,

a patient with Gaucher
disease may experience a

delay for up to 10 years'

In Non-Ashkenazi Patients’

Splenomegaly and/or thrombocytopenia?

Hematological malignancies?

Gaucher disease?

PERFORM Blood-based enzyme assay
(acid beta-glucosidase)
is the gold standard for definitive

diagnosis of Gaucher disease’

GAUCHER
ENZYME
TEST*

Adapted from Mistry PK et al. Am J Hematol. 2011:86(1):110-115.

*Acid-B-glucosidase enzyme activity assays.

In Patients of Ashkenazi Ancestry’

Splenomegaly and/or thrombocytopenia?

Low platelets?
Unexplained bleeding tendency?

Unexplained stable hyperferritinemia
+ normal transferrin saturation?

Increased inflammatory markers?

Perform Gaucher Enzyme Test

In patients of Ashkenazi ancestry, the incidence of Gaucher disease (~1:850) is higher than hematologic
malignancies (~1:2500). It is prudent to test for Gaucher disease as a first-line investigation in any patient
of Ashkenazi ancestry presenting with splenomegaly and cytopenia.’
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