Not an actual patient.

DON’T WAIT | HELP PREVENT

PROGRESSION OF
GAUCHER DISEASE
TYPE 1

GAUCHER

disease

sanofi




ABOUT GAUCHER DISEASE TYPE 1 Timely management

Gaucher disease is the most common lysosomal storage disorder, caused by can h e | p p reve nT

a deficiency in glucocerebrosidase enzyme activity, encoded by the GBA gene. d ise(] se p rog [ess | on

Deficiency or absence of enzyme activity leads fo accumulation of the enzyme _ _ ,
« Generally, pre-emptive therapy before irreversible

complications occur can be more effective than a

substrate glucosylceramide (also known as glucocerebroside or GL-1) in cells

of monocyte/macrophage lineage. sl “watchful waiting” approach
« Even if your patient seems asymptomatic or their
GL-1 buildup can lead to progressive, multiorgan dysfunction symptoms are mild, delaying or stopping freatment

may lead fo further GL-1 accumulation and

and lifelong consequences.'? . .
disease progression'’

Not an actual patient.

Gaucher disease can progress with serious and irreversible Gaucher disease type 1 can be effectively managed with
complications, including'“: appropriate treatment and continued monitoring.
+ Progressive visceral enlargement TREATMENT OPTIONS ARE AVAILABLE, INCLUDING ORAL THERAPIES.*®
+ Bone pain, fractures, avascular necrosis, osteopenia, . o . .
and osfeoporosis Continued monitoring and testing are IMPORTANT to determine
- Growth failure in children disease progression
* Hepatic, splenic, or marrow fibrosis
« Lung disease and pulmonary hypertension Regular fests include®?;
* Bleedi d bleedi licati
o |Ingf0rl1 eeding complications MRI or CT scan fo monitor splenomegaly,
Anemia, fafigue, and pallor 7 hepatomegaly, and changes in bone marrow

The most common pathogenic variant among Ashkenazi Jews Blood tests fo measure hemoglobin, platelet

4

is N370S5* counts, and biochemical evaluations of
appropriate biomarkers
While Gaucher disease is « Patients may not notice disease
panethnic at ~1:40,000 in manifestations themselvess

X-rays and DEXA scans to check for
fractures and osteopenia/osteoporosis

g III‘“YI’I{IC
ThS

the general population, it is

more common in Ashkenazi These patients can experience adult-

Jews af ~1:850.5 onset disease and a disproportionate
. ~00% of American Jews burden of progressive skeletal N . .
are Ashkenazié disease, without major visceral or Physicians should defermine necessary assessments and the actual frequency according
hematologic involvements fo a patient’s individualized therapeutic goals and routine follow-up.
*N370S is also known as ¢.1226A>G and p.Asp409Ser. CT=computed fomography; DEXA=dual-energy X-ray absorptiometry; MRI=magnetic resonance imaging.

Gaucher disease can also lead to a reduced quality of life, a shortened
lifespan, and an increased risk of cancer.* Encourage ALL patients with Gaucher disease to follow their treatment

and disease monitoring schedule.

Regardless of symptoms or severity, Gaucher disease is progressive, so it
is important fo diagnose Gaucher disease type 1 as soon as possible

and initiate timely treatment. See a recommended schedule of assessments at GaucherCare.com.
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*Acid-B-glucosidase enzyme activity assays

References: 1. Mistry PK, Sadan S, Yang R, Yee J, Yang M. Consequences of

diagnostic delays in type T Gaucher disease: the need for greater awareness among
hematologists-oncologists and an opportunity for early diagnosis and intervention. Am
J Hematol. 2007;82(8):697-701. doi:10.1002/ajh.20908 2. Grabowski GA. Phenotype,
diagnosis, and treatment of Gaucher’s disease. Lancet. 2008;372(9645):1263-1271.
doi:10.1016/S0140-6736(08)61522-6 3. Kaplan P, Andersson HC, Kacena KA, Yee JD.
The clinical and demographic characteristics of nonneuropathic Gaucher disease

in 887 children at diagnosis. Arch Pediatr Adolesc Med. 2006;160(6):603-608. doi:
10.1001/archpedi.160.6.603 4. Cox TM. Gaucher disease: clinical profile and therapeutic
developments. Biologics. 2010;4:299-313. doi:10.2147/BT1.57582 5. Taddei TH,
Kacena KA, Yang M, et al. The underrecognized progressive nature of N370S Gaucher
disease and assessment of cancer risk in 403 patients. Am J Hematol. 2009;84(4):208-
214. doi:10.1002/ajh.21362 6. Memorial Sloan Kettering Cancer Center. More Ashkenazi
Jews have gene defect that raises inherited breast cancer risk. Oncologist. 1996;1:335.
7. Mistry PK, Cappellini MD, Lukina E, et al. A reappraisal of Gaucher disease—diagnosis
and disease management algorithms. Am J Hematol. 2011;86(1):110-115. doi:10.1002/
ajh.21888 8. Pastores GM, Hughes DA. Gaucher disease. GeneReviews®. Seattle WA:
NCBI Bookshelf. Published July 27, 2000. Updated June 21, 2018. Accessed January
28, 2022. https://www.ncbi.nim.nih.gov/books/NBK1269/pdf/Bookshelf_NBK1269.

pdf 9. Weinreb NJ, Aggio MC, Andersson HC, et al. Gaucher disease type 1: revised
recommendations on evaluations and monitoring for adult patients. Semin Hematol.
2004;41(suppl 5):15-22. doi:10.1053/j.seminhematol.2004.07.010

GAUCHER

disease

450 Water Street
Cambridge, MA 02141

© 2022 Genzyme Corporation. All rights reserved.

. f :
Sanofi is a registered trademark of Sanofi or an dffiliate.
so n o fl MAT-US-2016193_v2.0_05/22






