HrmXES

BARIZBITAFHERR « A7V —=2TD
FE 55 i et
— & 2HO<SHRHEIZEBE L T—

¥

AR S & TR R
SN O AT T B P AR
s = =Y

Z A

e
4 G

AN
=

2

AROF AR~ R « 27V —= U ZIXRRERBREELZ A7V —=0 ZIC LR L, R
HIFE S« RN L0 THRtfEsE ) 2 EoEEZ P 2HA L LT 1977 FICEA ST,
BEICELETIRTCOFERNZTOIMEL L TELLTWS, HiER~ R « 27 ) —=V
T DOMBIREDL ITBIEMHHEBTH D720, A TER BB LSS, BUITREEZE L LT
EOICBIREERFELE AR SN D D, KX TR, HiER~R « 27 ) —=2 T DOF>, %k
KRB FIE OB B ORI A, FHERIC L > THREORAE THT2HICH ZHT 50
TR < BRMEH R ESBEHERERTH LV ZEICESE2H T, ZO®EBEVD
HOICEREHTHZ LT, FAERYR - R7 V== TR, FELOMEBLEINRERL G,
[FIFRFCBOBEGIHFEROMAE L L THMEEL CE-8EBERE LTCORERZHL MM L,

FEORELHRENS, AR R « 27 ) —= 0 IPEAEREXZFFLHEH SN, #&s
FOMERE L HICBEBERSE L TOEERMMTGE I T GBREZREI Lz, FiEl~X - 27
V==V I RNRBORERICL 2 BIEEE VO B L IR OBERBRERERGT 5 H
BITHHEREL., SHIC, BEORFOHAEZBIET H5EER LB Fo Tz, TARIC L AEE
DFRAETRIT, 27 V== 2Lt E EbICEER SN D G, BT R %
T Lo TUTOLN TV DO TR o7, FRFIC, REDBEH SN FESOHIL, k103 H
AW OMGE L2 0  WROHD T EBEET RO GTRMEN RS, HIFOH#EAIZ L - T,
ZORRNAFEEL 7o o TN o Tz, 204 END X VT A~ AENEA S, FiER~A - 2271
—= 7LV EEERE L TOEREZRDTE VR LD, KiSXomfses EoEsix, #ik
WX e 27 == TRFELORAETIIR BOMAEE LTHHEIEL TE 2 & 2 EA
FHIAEDST . BOBKBIEROTBIFIZED RO ITEB L, BEERLORER L L
THLNILIEZ ETH D,



Abstract of Doctoral Thesis

A history of neonatal screening in Japan: Focus on genetic
disorders

Doctoral Program in Core Ethics and Frontier Sciences
Graduate School of Core Ethics and Frontier Sciences

Ritsumeikan University

YHx= =
SASATANI Eri

In Japan, neonatal screening was introduced in 1977 to screen for congenital metabolic disorders and
prevent diseases in children, including neurological disorders, by early detection and treatment.
Currently, neonatal screening is widely used for the examination of all newborns. Mainly hereditary
diseases are targeted in newborn screening; thus, parents can be diagnosed as carriers if such diseases
are found in their children. This study examines hereditary diseases involving metabolic disorders. By
focusing on the genetic aspect, neonatal screening provides a history of genetic medicine that involves
examination of genetic information of both the child and the parents. The historical background
provided in each chapter indicates that newborn screening was first performed with the eugenics
perspective and then describes the development of genetic medicine. Although prevention of disorders
by early treatment is considered important together with detection by screening, sufficient progress has
not been achieved in this area. Neonatal screening facilitated the acquisition of parental genetic
information with the objective of early treatment through early detection of diseases, and had a strong
influence in preventing the birth of future progeny in such parents. Moreover, parents of children in
whom a disease was detected became subjects of prenatal diagnosis for the next child, and directed the
prevention of further diseased children; thus, the choice of prenatal diagnosis has expanded with the
advancement in technology. The major highlight of this study is that neonatal screening has been used
for parental examination rather than children’s examination in the history of eugenics, and by acquiring
parental genetic information, this study focusses on this major aspect that has been clarified in the

history of medical genetics.



