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Fig. 1

A
IAtypical genitalia]
l l
Not palpable Palpable
Miiller’s duct-derived structure]
| | [ |
Ye[s No No Yrs
Elevated Normal Normal Normal Normal Elevated
. | |
IChromosomdl karyotypd
)AX X  XXY XXXY XY XY polyX+tY XY XXXY XY
X\Y XX/XY X/XY XX/XY
|CAH* 46,XY DSD* | 46,XY DSQ* 46,XY DSD*
Mixed gonadal dysgenesis Mixed gonadal dysggenesis
Aromatase deficiency ovotesticular Klinefelter syndrome ovotesticular POR
POR deficiency DSD and related disordgrs DSD deficiency

*46,XY DSD: Continues in Fig. 1-B
#**CAH: 2lhydroxylase deficiency, 3Bhydroxysteroid dehydrogenase deficiency, 11 B
hydroxylase deficiency, POR deficiency



Fig.1B

o ACTH test

¢ Gene analysis

e Other

dihydrotestosterone, SHBG Androstenedione
e Measurement of AMH?, inhibin B*
o LHRH test: Measurement of LH & FSH

¢ Urine steroid, GC/MS profile

e hCG test: Measurement of testosterone,

=)

I

Inadequate

ILH? or LH, FSHY| LHY
+ | ]
[T precursor | h‘ precursor N~T| h‘/DHTZlO*J rT/DHT<10,SHBGL|

gonadotropin secrgtion

|

Impaired steroid

hormone synthesis

fq

Testicular

rmation fai

ure

Sa reductase

deficiency**

Androgen inser|

syndrome

sitivity

*Reference value, since no standard values exist. Caution is needed, since problems have been

described in measurement system with age (cross-reaction with fetal adrenal products).

*Early diagnosis is difficult biochemically, so genetic diagnosis is necessary for definitive

diagnosis.

*Not an essential test, since institutions that can make measurements are limited and the test is

not covered by insurance.



Supplement: Registering in family register, and Family Registration Law

1) Registration
Family Registration Law Chapter 4, Section 2: Birth
Article 49 Registration of birth shall be performed within 14 days (in cases of birthin a
foreign country, within 3 months).
o2 The following information shall be included on the registration statement.
1. Sex of child and whether child was born in or outside of marriage
2. Date and time of birth.
3. Names of father and mother and permanent domicile. If either the father or mother
is a foreign national, the name and nationality of that parent

4. Other matters specified by Ministry of Justice ordinance

Explanation: Above are the fundamental rules for notification of birth; however, the following
are possible:
1) Items pending for family registef
e Sex can be left pending, and a “delayed filing” is possible with attachment of
certification from a physician.
e Name can be left pending, and “delayed filing” is possible.

e However, a record of “delayed filing” remains in such cases.

2) Delay of notification itself
e Although registration within 14 days is the general principle, late registrations are
accepted.
¢ In such cases, the following administrative fines may be levied.
Family Registration Law Chapter 9: Penalties
Article 135 People who fail to register or apply within the said period without a

justifiable reason are subject to an administrative fine of up to 50,000 yen.

2) Change of sex in family register
e Sex can be changed if a medical reason exists, a medical certificate deemed to be valid

is presented, and the change is recognized by a family court.



e A record of the change will remain in the register, but this record of sex change will be
expunged with transfer of family record or marriage.
o Difference in change of sex in cases of gender identity disorder and in cases of sex
differentiation disorder that do not involve gender identity disorder
For gender identity disorder, presentation of a physician’s medical certificate including
matters specified by ordinance of the Ministry of Health, Labor and Welfare and other
matters has been established. Fundamentally, this is handled differently from changes of
sex (for medical reasons such as a change in diagnosis) in sex differentiation disorder
without gender identity disorder. In dealing with such cases, however, completely separate
handling is impossible in some cases.
Family Registration Law Chapter 3: Recording in family register
Article 10-4 In cases in which a court judgment is made regarding change in
the handling of sex according to the provisions of Article 3 Paragraph 1 of the
law related to special exceptions in the handling of sex in individuals with
gender identity disorder (Law No. 111, 2003), if other people (including people
who have been deleted from that family register) are listed in the family register
of the individual who received a judgment to change the handling of said sex, a
new family register shall be created for the individual who received the judgment

for a change in the handiing of said sex.
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