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in Human Disease.
Springer, Singapore, 261-79, 2019.
{  Osteoporosis pathology in people with severe motor and intellectual disability.
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Brain Dev. 42(3):256-63, 2020.

2 FRFER. BE
(1) o - wrgeask (EW)

7 OTOF Bfn AR A2 D D Auditory Neuropathy (AN) [ZHEHAZ b T AJEZ A OF L 72 k)
WA A ANt InFeE 2%
122 M BAVNER SR PR 31 AR 4 7 (B0

{ A case of Rett—like phenotype male with novel CACNAID mutation (Rett JEMEEEFELID R

4% 5 L CACNAID £ 5 % A4 2 H )

IWASE 1. AlEia. IEdcr-. Bk —., SH—iE, RAREE
561 B { AV NEMR RIS BFoTH 6 A (B R)

7 /INRBETE REE DO R IR
InFeH+
5 24 FIRREIMR L PR TINE S SREE ST 7 A GO

T PEREE IS AL ORERE Fd K O A IS F O s 38 i & BUfE DS
A
HABETLE A2 55 14 [B] ERA « OAE BFZ8< BRI Ao 7 A GO

T TR O IEO TRE R T B R O ZET - FREOFN
AR TR, 2 LFERE
55 33 [ AU NEMRRIRGE S A FonE T H GO

O RMIRERBERPICIN TR VIEGEIC L 2B AR 2E 2 LT A S 16
B OO & &
55 33 MRV NP RREE = RonAE T ORO)

¥ TAND @ Care 25 2 %
SERERE . MEFSE. NEEAL, HE B, ERREGE
55 3 IS I IE R EA =7 7 o 78I — BSFeH 7 A GER)

) BEAELHREEIR G IR 2 HEEMEIRIRRED 7 m 7T I U TR WY AT LML ORI
B 5 . FAEREIR, IAARAE, RIGEA. NETHi. 5 AR
HEYNTED T 7 LA in E51E5H ST 8 A (AkiEH)

o BEOHEER (F) BT 2 EE AR O = — X5
ARG, HERMBTS . SR KLY, JICA T, 8 (LFERE, #pk—t, =AML, B ERE
55 45 Bl A AESE O HPEE VR TES AoctE 9 B (1)

1




1 RHIRERBEEHEPICIN TR VIEBERC L DB R 2% 2 LIk A B
BAOE A, BARERY (WARR . SCME, REES, RS, KEFHE, % ILEELE,
el Y SN IES Y e
%5 45 [0 B R HSE O EEFRFIES  Afood 9 A (i)

¥ MR A RE L2 R O EE I () O VIEFI—IRR T ED 7 ot A L ZHE T o

DHLY AL F—

KRR, ARG, & ILFERE, InFRAT
%5 45 |8l H AHSE D HFEE TS PINES Aot 9 A (1)

v B R LIRS A0, VYT U R s T VT R LR— B EZD
e EERE, HHPEF. SlReis. N
%5 45 [0 H R HSE O H EEFRFIES  AFood 9 A (i)

A HEAEOHEER ) O BB ESRICET 2 B0 M (1) —H &S BT <—
PEILAESE, HIREE, SLEERE, YR, EEREL. MARET KREFEM, FHRER
55 45 [ A AHSE O EEF PR S Ao 9 A (i)

t HEAELHREE ) OB ERESHRICET 20 A Q2) 2 FHOEENLFERT L —
HURESE, PEILGESE, #RILEERE, SRITA T, SEREL, MARE 7. REPIEM, HREH
%5 45 [0l H R HSE O EEFRFMES  Afood 9 A (i)

) EIELHEER () ICB A5 IGEE N & A v
VERBIEAT, MHAIZ, /AT, MEASE
95 45 Bl H AHSE L HFEE TS PINES AfoctE 9 A (1)

b mEEEHFHERE R~ = = 7 L DAERL
WE)IER, /MU, BRI
%5 45 [l H RHSE O H EEFRFES  Afood 9 A (W)

F EELHFEEIRE I D — R L EHE OB A
HHE 7. TEAKEF, 48 L
95 45 Bl H AHSE L HFEE TS PINES AfoctE 9 A (ML)

y EIE LS EER O ARSI D B Tk
K H H
%5 45 [l H RHGE O EEFSFES  Afood 9 A (i)

FOBRPMABRICE 20— AT LA BT TREOFNT, ¥ v F o T RIET R
—Wk B OE. 1TE DL b—

FEEEEAE IRTHF
%5 45 [0 B AR HSGE O EEFRFIE S Aot 9 A (i)

bR EBARD Z & LWVEBEEN () BSOS E EO L I A L) E LTV n
SREH T
95 45 [l H RHSE O H EEFSFES  Afood 9 A (W)

T EAE O EE G OB AR OBV &S
nF T
2 BifE S REEIRES Sfnd 11 H (ERE)



= FRIVE R L ABIEE I L R E TSR 2 2 L7 SR BIER R o 1 41
NEPRLR, SE IR TR
55 34 IR/ NRBRRIRGE S A2 4 1 H R

(2) xR (E)

7 Tetrasomy 21 pter — q21.3 due to an extra +dic(21;21)in a severely psychomotor-retar
ded female without Down syndrome phenotype.
Takano T, Nakabayashi K, Ota H, Arai Y, Kamura H, Hata K
European Society of Human Genetics Conference (ESHG 2019), June, 2019

(Gothenburg, Sweden)
{ Twenty year’ s follow-up of Bone Marrow Transplanation(BMT)in two patients with
Adrenoleukodystrophy (ALD)
Kaga M, Sakihara K, Nakamura M, Gunji A, Inagaki M, Kato S
13t EPNS, September 2019 (Athens)
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