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Abstract
Short telomere syndromes
Manop Pitakpakorn*, Somchai Bovornkitti**
* Medical Genetics Division, Faculty of Medicine Siriraj Hospital, Mahidol University

** The Academy of Science, The Royal Society of Thailand

Telomeres are specialized structures at the ends of each human chromosome; they comprise repetitive TTAGGG
hexameric deoxyribonucleic acid (DNA) sequences and range in length from 5 to 15 kilobases (kb). Telomeres protect
the ends of linear chromosomes from end-to-end fusions, genetic instability and cell death. There is now an increasing
number of inherited disorders in which excessive telomere shortening underlies the molecular defect. Dyskeratosis
congenita (DC) is the archetypal short telomere syndrome (STS) which was described in the early 20" century as a
mucocutaneous disorder. Collectively, there are varieties of STS currently with wide-ranging clinical manifestations,
including bone marrow failure, pulmonary fibrosis, liver cirrhosis and predisposition to malignancies.

There is no consensus diagnostic guide for DC or other forms of STS. Clinical diagnosis can be made in patients
presenting with the classic mucocutaneous triads (nail dystrophy, oral leukoplakia, skin pigmentation) or with at least
one of these classic features plus two other organ manifestations. Diagnosis is now, however, significantly aided by the
availability of telomere length testing, supplemented with genetic analysis (sequencing of the genes potentially involved).

In as much as STS affects multiple organ systems, curative therapies are currently lacking. Supportive measures

with close observation and follow-up for medium- and long-term complications form the basis of management. Human

somatic cell transfer (HSCT) is the only treatment modality that can cure bone marrow failure associated with DC.
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