Expanding the clinical phenotype of autosomal dominant dyskeratosis congenita caused by TERT mutations
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Supplementary Table 1. Clinical features of the known or putative mutation carriers.

Individual — Current CBC Bone marrow Liver and Pulmonary Premature Other Cause of death
age/age at (RBCX10°/1; examination Sspleen symptoms arey hair
onsetofthe ~ WBC Pl/107/1, abnormalities
disease (yr)  Ho-&% MCV-un?) (GOT-IYL, GPT-IY/L,
bilirubin-mg/al)
I-1 deceased/57 WBC 4.9 Hypocellularity,  Liver enzymes NA, None NA - Myocardial infarction
Hb 11 dyserythropoiesis bilirubin 2.5
PIt 26
-1 deceased/35 NA, abnormal NA NA Yes Yes - Respiratory failure
-4 deceased/24  NA, abnormal NA Liver disease Yes Yes Osteoporosis, Hepatic
GOT-19 L1 vertebral fracture  failure
Bilirubin - 1.3
Splenomegaly
II-7* 52/healthy WBC 5.32 NP GOT-16 None Yes - -
RBC 4.86 GPT-14
Hb 13.9 Bilirubin-0.8
MCV 84.5
PIit 191
l1-2* 30/ healthy WBC 4.35 NP GOT-19 None Yes - -
RBC 3.88 GPT-17
Hb 11.6 Bilirubin 0.6
MCv 91
PIt 169
-4 deceased/7 WBC 1.87  BM cellularity 25-30%; Liver disease Restrictive Yes Retinal Respiratory
RBC 3.35 BM colony assay:  with varicosis interstitial detachment failure
Hb 10.7  markedly reduced BFU of portal veins pulmonary at birth; Strabismus
MCV 114 and CFU number  Splenomegaly disease Cardiac fibrosis
Pt 43 and mega colonies
l1I-6* 33/18 WBC 1.69 NA GOT 46 CT lungs Yes -
RBC 3.91 GPT 163 fibrotic
Hb 13.3 CT-irregular liver texture changes
MCV 92 Splenomegaly in both
Pit 42 apical regions
l-7* 30/16 WBC 2.67 NA GOT 31 None Yes  Dilated cardiomyopathy
RBC 3.7 GPT 27 Bilirubin
Hb 12.2 1.7
MCV 95 Splenomegaly
Pit 41

*: those shown to be heterozygous for TERT ¢.1892G>A. Samples from the other affected individuals were not available for genotyping. NA : not available;
NP; not performed; PM: post mortem examination; GOT: glutamic oxaloacetate transaminase; GPT : glutamic pyruvate transaminase; BM: bone marrow;
BFU: blood forming units; CFU: colony-forming units.



