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INTRODUCTION: Mucopolysaccharidosis type II (MPS II) or Hunter Syndrome, is inherited in an X-linked
recessive manner. The biochemical cause is a deficiency in the activity of the lysosomal enzyme
iduronate-2-sulfatase (I2S), resulting in a progressive accumulation of glycosaminoglycans (GAGs). In
most patients the symptoms are severe and they die at an early age. Until now, more than 600 variants
have been described, the majority (49%) of which are missense/nonsense variants, and only 3% are
complex rearrangements, these are homologous intrachromosomal recombinations between IDS and its
pseudogene IDSP1. OBJECTIVE: Report a complex rearrangement in MPS II in Peruvian twins.
METHODS: The patient was referred to our institution for suspicion of a short and stiff neck due to
intubation difficulty for inguinal hernia surgery. Urine GAGs analysis was performed (qualitative) and the
approach to determine MPS II, through sponsorship, including NGS, PCR-based method and iduronate
sulfatase activity. RESULTS: 3-year-old male patients referred to genetic service for overgrowth, short
neck. Patients product of the first twin gestation, born at term by cesarean section with weight and
height appropriate to their age, both with inguinal hernia. Psychomotor development up to one year of
age was appropriate, then both begin with regression of development. Physical examination showed in
both a large Mongolian spot, with coarse facial features, wide and short neck, umbilical hernia, inguinal
operation scar with small hands with claw brachydactyly. Both have hearing loss. Mother denies
consanguinity. Urine GAGs analysis was altered. A complex rearrangement of IDS was detected between
intron 3 and intron 7 of IDS and the IDSP1 pseudogene in hemizygous. In addition, iduronate sulfatase
activity is pathologically decreased. CONCLUSIONS: We report a complex rearrangement of IDS in
Peruvian twins with MPS II. It is important to consider the identification of IDS/IDSP1 recombinations in
the molecular analysis for early diagnosis, comprehensive management and genetic counseling to the
family.
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