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NCKUH EB Genetic Study
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Genetic study of EB patients in NCKU
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EB pruriginosa




Epidermolysis bullosa pruriginosa:
dystrophic epidermolysis bullosa with
distinctive clinicopathological features
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Dupilumab for EB pruriginosa

> BrJ Dermatol. 2020 Jun;182(6):1495-1497. doi: 10.1111/bjd.18855. Epub 2020 Jan 29.

Treatment of epidermolysis bullosa pruriginosa-
associated pruritus with dupilumab




RNAseq study for EB pruriginosa
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Bulk RNAseq of EB pruriginosa
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Th2-associated mMRNA and protein studies
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Single-cell RNAseq of EB pruriginosa

Integrated dataset
DDEB-Affected, DDEB-Unaffected, Healthy
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Dupilumab for EB pruriginosa
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JAKI for EB pruriginosa

RESEARCH LETTER SKIN HEALTH DISE&.\_S:-_—E

Real-world experience of using dupilumab and JAK
inhibitors to manage pruritus in epidermolysis bullosa
pruriginosa

Dupilumab JAKI Dupi --> JAKI
(N=3) (N=3) (N=3)

Hou PC, et al. Skin Health Dis. 2024 Aug.




RESEARCH LETTER

Real-world experience of using dupilumab and JAK

inhibitors to manage pruritus in epidermolysis bullosa
pruriginosa

Dupilumab JAK1

Hou PC, et al. Skin Health Dis. 2024 Aug.



RESEARCH LETTER

Real-world experience of using dupilumab and JAK
inhibitors to manage pruritus in epidermolysis bullosa
pruriginosa

Dupilumab JAK1 inhibitors
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PC2: 14% variance

Transcriptomic changes after JAKiI in EBP
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Recessive Dystrophic EB
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Transcriptomic profiling of recessive dystrophic epidermolysis
bullosa wounded skin highlights drug repurposing
opportunities to improve wound healing
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Chemokine signaling pathway
. Viral protein interaction with cytokine and cytokine receptor
Cytokine-cytokine receptor interaction

Leukocyte transendothelial migration

HC Human cytomegalovirus infection

Rap1 signaling pathway

Osteoclast differentiation

. Ebn Fc gamma R-mediated phagocytosis
Progesterone-mediated oocyte maturation

. EBw Cell adhesion molecules
ErbB signaling pathway

Hippo signaling pathway

Focal adhesion

Protein processing in endoplasmic reticulum

beta—Alanine metabolism

Valine, leucine and isoleucine degradation

Glycosaminoglycan biosynthesis — chondroitin sulfate / dermatan sulfate

. ECM-receptor interaction
PI3K-Akt signaling pathway

Hematopoietic cell lineage

Arrhythmogenic right ventricular cardiomyopathy
Small cell lung cancer

p53 signaling pathway

. Apoptosis — multiple species
Transcriptional misregulation in cancer

. Epstein-Barr virus infection

Human T-cell leukemia virus 1 infection
Cell cycle

Apoptosis

Synaptic vesicle cycle

SNARE interactions in vesicular transport
Pathogenic Escherichia coli infection

. JAK-STAT signaling pathway
B cell receptor signaling pathway

NF-kappa B signaling pathway
. Fc epsilon Rl signaling pathway
Oocyte meiosis

Ubiquitin mediated proteolysis
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Transcriptomic profiling of recessive dystrophic epidermolysis
bullosa wounded skin highlights drug repurposing
opportunities to improve wound healing
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Reduction of kch VAS
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Take Home Message

Both dupilumab and JAKI alleviate itch and prurigo-like
lesions In patients with EB pruriginosa, and our study
suggested JAK inhibitors may be more effective than
dupilumab. However, potential side effects should be
considered when treating EB patients.




EB Team in NCKUH
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