
Supplemental Figures 

Figure 1. Registration sites 

  

 

Figure 2. Individual plasma ADA levels and dAXP activity for PT and STP groups 

 

 



 

Figure 3. Individual ADA activity, trough erythrocyte dAXP levels, and total lymphocyte counts 
in late onset CID patients 

Figure 4. Individual total lymphocytes for patients in the EN group 



Supplemental Tables 

Table 1 Patient demographics with age at diagnosis 

Patient Group 
Age at 

diagnosis 
category 

Age at 
diagnosis 

(years) 
ADA Variant 

1  EN ≤12 mths 0 
C.320 T>C;
C.632G>A

heterozygous 

2  EN ≤12 mths 0 C.956_960DEL (P.GLU319GLYFS*3);
C.780+1DEL (splice site)

3  EN ≤12 mths 0 NA 

4  EN ≤12 mths 0 NA 

5  EN ≤12 mths 0 C956_960DEL (PGLU319GLYFS*3) 

6  EN ≤12 mths 0 C.632 G>A;
C.845 G>A

7  EN ≤12 mths 0 NA 

8  PT ≤12 mths 0 Maternal G216R paternal deletion of promoter 
and exon 1 

9  PT ≤12 mths 0 Maternal G216R paternal deletion of promoter 
and exon 1 

10  PT >12 mths–10 yrs 4 NA 

11  PT ≤12 mths 0 NA 

12  PT ≤12 mths 0 Homozygous for a pathologic ADA mutation 

13  PT ≤12 mths 0 NA 

14  PT ≤12 mths 0 NA 

15  PT >12 mths–10 yrs 2 NA 

16  PT ≤12 mths 0 CHR20:G.43255158G>A (ARG101TRP); 
CHR: G.43251680C>T (GLY216ARG) 

17  PT > 10 yrs 12 C.646 G>A;



C.467 G>A 

18  PT >12 mths–10 yrs 1 C.646G>A (P.GLY216ARG);  
C.478+6T>A 

19  PT > 10 yrs 16 Homozygous C.529G>A (V177M)  

20  PT > 10 yrs 11 Homozygous C.529G>A (V177M) 

21  PT ≤12 mths 0 Homozygous C.320T>C (L107P)  

22  PT ≤12 mths 0 Homozygous C.986C>T (ALA329VAL)  

23  PT ≤12 mths 0 Homozygous C.986C<T (ALA329VAL) 

24  PT >12 mths–10 yrs 7 NA 

25  PT ≤12 mths 0 NA 

26  PT ≤12 mths 0 NA 

27  PT >12 mths–10 yrs 1 NA 

28  PT ≤12 mths 0 NA 

29 STP ≤12 mths 0 NA 

30 STP >12 mths–10 yrs 1 NA 

31 STP ≤12 mths 0 NA 

32 STP >12 mths–10 yrs 5 NA 

Key: Early onset SCID; delayed onset CID; late onset CID 

NA, not available 

 

Table 2. Patients who did not meet both thresholds for detoxification at the final timepoint 

Group Patient 
ID 

ADA (mmol/h/L) (Optimal 
threshold ≥30 mmol/h/L) 

dAXP (mmol/L) (Toxicity 
threshold ≤ 0.02 mmol/L) 

EN 4 130.8 0.22 

PT 8 18.2 0.012 

PT 9 16.7 0.026 

PT 11 3.024 0.006 

PT 13 4.57 0.023 

PT 19 0 0.105 

PT 20 1.76 0.082 

PT 24 19.72 0.009 



Key: Yes, meets the threshold for detoxification; No, does not meet the threshold for 
detoxfication 
 

Table 3. Summary of AEs 

Parameter 
EN 

 (n=7) 
PT 

(n=21) 
STP 

 (n=4) 
Overall 
(n=32) 

Total number of TEAEs 21 85 11 117 
Incidence rate of TEAEs 2.13 1.32 0.83 1.34 
Subjects with at least 1 TEAE, n 
(%) 5 (71.4) 18 (85.7) 3 (75.0) 26 (81.3) 

Maximum severity of TEAEs:     
 Mild, n (%) 1 (14.3) 5 (23.8) 1 (25.0) 7 (21.9) 
 Moderate, n (%) 1 (14.3) 9 (42.9) 1 (25.0) 11 (34.4) 
 Severe, n (%) 3 (42.9) 4 (19.0) 1 (25.0) 8 (25.0) 

Total number of SAEs 12 22 5 39 
Incidence rate of SAEs 1.22 0.34 0.38 0.45 
Subjects with at least 1 SAE, n 
(%) 4 (57.1) 13 (61.9) 2 (50.0) 19 (59.4) 

 
  



Supplemental Text 

Individual Patient Narrative 

Patient 11: This patient (black female; weight: 23 kg; age: 20–30 years) in the PT group 

received elapegademase 2.4 mg once a week throughout the study, with no dose changes or 

interruptions. She was hospitalized for pneumonia twice and once for acute hypercapnic 

respiratory failure. Approximately 11 months after the start of elapegademase treatment, she 

presented to the emergency room with Grade 3 (severe) pneumonia and respiratory failure. 

Testing showed that these events were unrelated to COVID-19. She additionally tested positive 

for rhinovirus and had leukopenia, anemia, and thrombocytopenia. A few days later, her dAXP 

level was detoxified at 0 mmol/L, but her ADA activity level was below the optimal threshold at 

3.024 mmol/L/h. Her dose of elapegademase (based on body weight) was notably low, which 

might explain her ADA results. Due to her worsening condition, a decision was made by her 

family to have a Do Not Resuscitate (DNR) order put in place. The patient died, and in the view 

of the treating physician, her death was not related to a lack of effectiveness of elapegademase. 

  



  



 


