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Abstract

Detection of carriers of hereditary
metabolic disorders and their antenatal

detection - report of 3 cases —

ToMiko HOKAMA, Ei1Ko YOSHIDA, YAsuMITU BABA,
HirosHi YASUMURA, KivoTAKE HIRAYAMA

Department of pediatrics, College of Health Sciences, University of the Ryukyus
H1rosHl TANAKA
Minami-Kyushu-Byoin National Sanatorium

An application of the enzymatic assay is suggested in the detection of hereditary metabolic dis-
orders such as Wolman’s disease and Tay-Sachs disease.. The parents of the patient with Wol-
man’s disease had intermediate level of acid-esterase activity of leucocytes between the level
of affected children and that of normal adult subjects. The activities of hexosaeminidase-A of
fibroblasts delivered from the father of the patient with Tay-Sachs disease showed intermediate
level, but culture of fibroblast from mother was not successful. The activities of HGPRT of the
mother of the patient with Lesch-Nyhan syndrome was normal.

Amniocentesis was carried out on the mother of the patient with Tay-Sachs disease at the
second and third pregnancy for antenatal decection. Although the culture of amniotic fluid cells
was not successful at the second pregnancy, the activities of hexosaminidase-A of cultured amniofic
fluid at the third pregnancy was within normal range.

In this paper, several problems of genetic counseling in our clinic were discussed using these
methods for detection of carriers and antenatal detcetion of hereditary metabolic disorders. It
was emphasized that nessecity of assistance of paramedical staffs for following up the each case.
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Fig. 4. The pseudocystic lesion in the phalanx of the patient,

Table 1.
Laboratory examination
Urianalysis Total Protein 7.5g/dl
Protin — Albumin 59.6%

Sugar — Globulin alpha 1 3.5%
Urobilinogen + alpha 2 10.3%

Occult blood — beta 6%
Sediment gamma 18.7%

WBC 1-2/ H.P.F. A/G ratio 1.46
CBC & Ht . PSP test

WBC -5500/mm3 15 29%

RBC 411x10* 30 33%

Hb 12.7g/dl 600 20%

Ht 36.7% 120° 9%

MCV 87 Total 91%

MCH 30.5 Cerebrospinal Fluid

MCHC 34.4 Openning pressure 125 mmH20
Platelt 18.5x10% Closing pressure 105 mmH20
Leukocytes analysis Queckenstedt Negative

normal values Appearance Waterly clear

Cell count 0/3
Protein 34 mg/dl

Fecal Examination

Ova — Pandy —

Occult blood — Sugar 75 mg/dl

Blood Chemistry Chloride 114 mEq/I
Inorganic P. 3.3 mg/dl Oral Glucoce Tolerance Test
Ca. 4.6 mEq/] Before 75mg/dl

K 4.2 mEq/1 After 30" 140, 60’ 140, 90" 148,
Cl 100 mEq/l 120’ 85, 180" 60 mg/dl

Alk. Phosphatase 6.2 K-K U.

SGOT ° 18 LU. Electrocardiography

SGPH 21 LU. QT prolongation

LDH 216 U. LVH

BUN 13 mg/dl Electroencephalography
CRP — ASLO 160 Todd RA — Normal records

T. Cholesterol 220 mg/dl

Carotid Angiograph
Beta-lipoprotein 2.2 mg/dl glography

Neutral fat 101 mg/dl Bilateral no abnormal findings
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Abstract

A Case of Tuberous Sclerosis with Koenen
Tumours and Marked Changes in the

Bones
Hmemasa HIGA, Sekl SAKUMOTO and Goro MIMURA
Department of Internal Medicine, College of Health Sciences, University of the Ryukyus
Sorvo YAMASHIRO
Department of Radiology, College of Health Sciences, University of the Ryukyus
SorokU UCHIMA
Department of Orthopaedic Surgery, College of Health Sciences, University of the Ryukyus

A case of tuberous sclerosis with Koenen tumours and severe bone changes was reported. A 54-
year-old housewife noticed Koenen tumours on the fingers at age 22. The tumours spread to the
her whole fingers and toes. She suffered Lt. hemiparetic attack at the age 51.

The left leg pain which appeard afterthe attack brought her to our clinic. She had had no epileptic
attack, and appeard to have normal intelligence. The bone survey revealed osteoblastic change in
the calvarium, vertebra, and hip bones and pseudocystic change in the phalanx of the toe. She
had almost negligible adenoma sebaceum, no epileptic attack and normal EEG recordings, and
subnormal intelligent quotient. Therefore the Koenen tumours and marked changes of the bones
were the clues which led us to the diagnosis of tuberous sclerosis. Such atypical case of tuberous
sclerosis seemed to be rare and many atypical cases of the disease are changing the concepts of
the disease itself. So we thought this case worth to be reported.



