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              January 11, 2007
Patient Name: Nathan Dorje Andrew
We were asked to evaluate this patient’s MRI scan from 11/06/06. The study was done when the patient was 3 months old.  Nathan’s MRI scan was sent to Dr. Patrick Barnes at the Stanford Medical Center. A diagnosis of Severe Semilobar Holoprosencephaly was confirmed. 

The attached file is the report from Dr. Barnes. He grades each brain structure. "O" is normal and "2 or 3" is fused.  "The degree of non-separation of the deep gray nuclei, including the caudate nuclei, lentiform nuclei, thalamic nuclei and hypothalamic nuclei, were graded on the degree of separation on a scale of 0 (fully separated) to 3 (complete non-cleavage) for all deep gray structures, except the hypothalamus. A 0-2 scale was used for the hypothalamic nuclei. When imaging allowed, the pituitary gland was subjectively graded as normal or abnormal in size and signal intensity for age. Other imaging variables included the presence or absence of a dorsal cyst and cortical malformation." 

Based on our clinical experience with children with HPE, we are able to share some preliminary  information with families regarding certain brain structures and how they may affect a child's future progress. Our research findings indicate that children with basal ganglia fusion (like Nathan) often have severe motor impairments. Mobility, upper extremity function, and language are all significantly related to the degree of basal ganglia fusion and thalamic fusion. Of 68 patients in our study (13 alobar patients, 43 semilobar patients, and 12 lobar patients), only 7 patients can walk with or without assistance (5 lobar patients & 2 semilobar patients) and only 5 patients have normal upper extremity function (3 lobar patients & 2 semilobar patients). However, over one-third of children over 18 months old can sit independently and for children over 1 year old, almost half can reach for objects and two-thirds can hold objects. Children with basal ganglia fusion also often have language impairments. Of 35 children over 1 year old, a quarter of them can speak words (5 lobar patients & 3 semilobar patients). Seizures occurred in approximately half of the children with HPE. The presence of cortical malformation was associated with seizures that were difficult to control (Nathan does not have this problem). Almost two-thirds of our patients require g-tubes for feeding. Endocrinologic dysfunction was noted in over two-thirds of the patients with all having at least diabetes insipidus. The severity of endocrine abnormality was related to the severity of the hypothalamic fusion (Nathan has no  fusion). Temperature regulation problems, seen in one third of patients, was also associated with hypothalamic fusion (Nathan has no fusion). 

Please do not hesitate to contact us with any further questions.

Sincerely,

Jin Hahn, MD
Medical Director

The Carter Centers for Brain Research in Holoprosencephaly and 

Related Brain Malformations at Stanford University Medical Center
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