Henry Ford Health System
Henry Ford Health System Scholarly Commons

Case Reports Medical Education Research Forum 2019
5-2019

Rare Case of Adult Onset Pompe’s Disease

Supriya Todkar

Henry Ford Health System

Mahalakshmi Honasoge
Henry Ford Health System

Follow this and additional works at: https://scholarlycommons.henryford.com/merf2019caserpt

Recommended Citation

Todkar, Supriya and Honasoge, Mahalakshmi, "Rare Case of Adult Onset Pompe’s Disease” (2019). Case Reports. 23.
https://scholarlycommons.henryford.com/merf2019caserpt/23

This Poster is brought to you for free and open access by the Medical Education Research Forum 2019 at Henry Ford Health System Scholarly
Commons. It has been accepted for inclusion in Case Reports by an authorized administrator of Henry Ford Health System Scholarly Commons. For

more information, please contact acabrer4@hths.org.


https://scholarlycommons.henryford.com?utm_source=scholarlycommons.henryford.com%2Fmerf2019caserpt%2F23&utm_medium=PDF&utm_campaign=PDFCoverPages
https://scholarlycommons.henryford.com/merf2019caserpt?utm_source=scholarlycommons.henryford.com%2Fmerf2019caserpt%2F23&utm_medium=PDF&utm_campaign=PDFCoverPages
https://scholarlycommons.henryford.com/merf2019?utm_source=scholarlycommons.henryford.com%2Fmerf2019caserpt%2F23&utm_medium=PDF&utm_campaign=PDFCoverPages
https://scholarlycommons.henryford.com/merf2019caserpt?utm_source=scholarlycommons.henryford.com%2Fmerf2019caserpt%2F23&utm_medium=PDF&utm_campaign=PDFCoverPages
https://scholarlycommons.henryford.com/merf2019caserpt/23?utm_source=scholarlycommons.henryford.com%2Fmerf2019caserpt%2F23&utm_medium=PDF&utm_campaign=PDFCoverPages
mailto:acabrer4@hfhs.org

ONAD A O

AL 8

s :_L'-r i

N ——

- 4 e s = 7
- .
. ay fa a ' IR R U
C C C - == - N
- < _—

wha— Y

5 OrC 0C a etro ' -~ .
Introduction Laboratory Data L_earning Points

Laboratory data before diagnosis

Pompe’s disease IS a lysosomal storage disease | | |
 Late-onset Pompe’s disease IS a rare, progressive,

characterized by accumulation of glycogen primarily AST ALT CPK _ | _ _
in muscle tissue (Ref 15-351U/L) (Ref30-651U/L) (Ref<1301U/L) autosomal recessive disorder; disease progression
| MJ“'V:%ZQ gi Zi ﬁig and symptomatology are variable between
 Infantile and late onset are the two common forms of Mafch o o — s individuals, which delays the diagnosis.
this disease. —
June 2007/ 216 191
-\We present a case of adult onset disease in a patient November 2006 164 175 » Use of ERT has substantially altered outcomes for

the patients, underscoring the importance of early
diagnosis with high index of suspicion.

with type 1 diabetes mellitus (DM) with involvement

: |_aboratory data after initiation of enzyme replacement
of muscle, liver and bone. y yme rep

AST

ALT
( Ref 30-65 1U/L)
139

CPK
( Ref < 130 1U/L)
1125

( Ref 15-35 1U/L)
July 2018 90

» Additional impact of type 1 DM Is of concern In
our patient.

Case History

A 28-year-old male was being followed up for type 1
diabetes mellitus. He had a long standing history of
mild muscle weakness.

Pathophysiology of Pompe’s disease

» Since glycogen hepatopathy Is associated with
uncontrolled Type 1 DM, tight control of diabetes
may help to reduce the Impact of acid alpha
glucosidase deficiency.

» Family history : Unknown muscle disorder in father
and cardiomyopathy In grandfather.

Membrane-bound Glycogen (lysosome) 4{--, N
‘ B

Muscle fibrils

Lysosome

Muscle fibrils

*Previous work up showed elevated CPK levels of » Improvement of bone density after ERT suggests

1340 (reference range < 130lU/L) along with need for further studies to elucidate the
elevated transaminases. pathophysiology of bone Involvement In this
Muscle biopsy - Autophagic activity producing disorder.

Cytoplasmic
Glycogen

rimmed vacuole like structures In many of the
muscle fibers, with increased staining of cytoplasm

] ) ] ] ] 4 b WY N ¥ b W _ N\
Wlth PerIOdIC aCId SChIﬁ. GAA enzyme Glycogen accumulates Lyosomes increase in ‘ Mg cesiction,

S enlargement & dysfuction
deficiency £ .
| of involved organs

Normal Muscle Cell Affected Muscle Cell
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