JEA ST BB AT e B A B
HERMER B FBORMIZE R (BHAMEIR BBORMEE )

BISRORZ, BRI,
TR & ONERIEEHC B4 D50

TR 29 FRRE ARE - ARG E
mzEfiERsE e

Rk 30 (2018) 45 H
(14H)



H x

7. FBRRAOR R, RWrde L OVRRfaRHC R o058

%%F@f%ﬁﬁ INRBIDFE &6
Sy
(BRh s
A (CRHEE)
2. REESHOEFHRE  RKAFIOT LD
MD B, Ho =
3. BRI
%ﬁ it
(&EhH Bl ATICH W=7 T A4 <~ —DE S
4. BIBROZEEEDOER
e
(&rh SRy A b
PRI R

—
Ff#

IT1. W OTFIATICEE 5 —&FR

14

16

21

27



JEA BRI R A A (AT %%%ﬁ%ﬁn%%(%ﬁ P RBBEURIFSTEZE) )
T fEAF T
e f®7% EERAD . 2 X ONGIEIESHZ BT D iF5E

FRREE e i BIRKPESN)

ARk - B

=1
BRI, EEZ» DI 72

BB L OHEE AT/ E, RIS US|
Lo,

PEARRE R DB T 21T o 72, S 51T
ZVERL LT,

k@iof\QﬂﬁuE%LtWo

ENE SO % s Y BT/ T D 1B AR
%ﬁ@é+ G T BB TREICIVRIET D, Filins & BITERBELESGAE D H DM, ERDEF
LIV ERLIED 322 L b7 e, REORBHEE DMK < #5117
RIE7R & LR END T ENRZ VT, RUBERBRAECIRIENMTONTND Z ERZN, £,
2K DR E IR SCHA 2y I L B e lm e L A T b
INET, BA S &S TEFREIID 72 <. FEFL
FEMZRER IR AR IREE, BRICOW IR S 20,
AAERE T AEEEEEICT v — FNRE ATV A RIS
UG SCHE £ 418 UC, ERERE FITRT D AREB DRSS &
:ﬂif@iﬁk%@@ﬁ%ﬁﬁ%%izf W ELYE ()

A& RSB LI~ DTS5 | BAR T RAEEHIR L OV TR b U OMEE, BWiEESCTA R4 > DR
ROEREF T, EFEFEDAREE LR L, FE O EMICZE L, ERiaRs K OHEEE21T

WHRTHD, 7V AEEME

SN N2 6D T AR
Y] 727E

CHDIRIRBTH DT80, RO,

ﬁéﬁ BOBEBOHTREZITV., F2B X
SRENFE DM FICEDT-, -, 7V U AEH)

A BARBHM

#1295 (Hyperekplexia) 1%, #FrAERBI L V)
HE 258, 572 & ORIPRIC L 0 i\ 22 1S SO
ZRTHERETH D, MEMHRA - EERRA - F8ER
B CORRNR B ZBDRNTZD, TANAR
FRF—rp L2 b, Find & IR
WL D BB ST F e T B 7=, AT
IR %tx%)~ Zhrans2%665H5,
5T, 7R EAEROGNT X D R A 1 ofiRfE 7
Ki@ﬁ%%@%ﬁ%&é L b,
KL 7Y o AFBEMIRR EE R D RE I L D
PR ERE E CTH D720, 2 ORI RER
b5 T 58N (GLRA1, SLC6AS5,
GLRB) JVIEREZWITHZENTXS, £<IiE
W REE AR (FReELSEEREAD
FETD) #ebl2D, ZOBERGFHETHZ
&#%ﬁéﬂf>lnmb YR OTRHEE MK <
EEZW DB T2WNC X D720, HEEOHREN
@wfm&wo%@tw\%%ﬁgﬁm@%%@\
Bih7pipEs, JRIKEG 2 L RGO BE |
DWTIEHA S TIE 2RV,

AWFFEO BiE, OEFIESEE ITAREEB O

H

ErEmdsZ &, QRN OIEMERBZE S 2T A
BREIT 5 2 &, ORFER L OVAEIEREOE MM
b B @FEFD QOL B LU THOUKETH
bo S DICARWFEOMEIT, BEIZE > TRLE
IRRASCIRIREEZ T D Z RN 2ol
MZE BRI T 7T FEEDS L, BIETFBLIC
X B ERE-CHSEAE ORI b EIRT 5 2 &
W75,

B. IRAx
1. EPHEE
EO/NRE, MRNE, RO 1394 [EE

FEBARGERR ~ X7 Ly MR & & HITIER D F
DEFREEIT o 72, IEBIORERD B - 7= fitigk %
R, FEMRERR B E KRE Lz, HENE
L. FHEEE, 2Wraln, JEPEHIE, fﬁ Z DYE
WROFIEFhnd L OVH KRR, B SIC X 54+
{®%ﬁki0%®ﬂﬁ&%m\&E%ﬁ\mﬂ
AT, EGET R, ABFETR, BKICEDET
ORI LT A, 1BIEB L OZOIEEE, U
vV r—vay, Btk ORI,
T, BEOHES TH D,

2. BEFERE



KEIL, TER 7 ENSERR N DN BE L
ZTOFEE 10 N, BEBIOZFOFEENLEET
FRAE DFE 215721 K M) 5 DNA ZfhH L,
PCR 18 L O v —1EIC & 2 B 5ol 41
EETITo T2, et LiziBis 137 U v o EdhiE
MRS EICES T 28I+ ThD. GLRAI &is
Y. GLRB#&(5 1. SLC6A5 5T, SLC6A9
v, SLC32A1 851D 5 >Thbd,

3. EWEE (¥) OFR
&ﬁ%ﬁotf%ﬁﬁ%iwﬁﬁﬂwiﬁ#
EISHOME 2R LT, 2l (R) =z
W%Lto

C. WRMR
1. EPEE

BEFR, ) g*"ffg)’ﬁ“

RRWARIE, (1)/ =

szk=7, ()

it R, (1)/.

A RIOFE PR TII/NRLTH, 6B DA FH23
)N VANG {0 f R = SV k3 I EANIAZN
BEmEcE T, ZROHO—EIIFx NEARTOD
IR OBFRG OR S A £ L O-HBE Mine ], et
al. Dev Med Child Neurol, 2015) H& FIL TV
5, 1061 (43%) THEIENFIENT @%htoﬁm
TOIEFNL, ABEZIHEE TS L ONRE O

JEDMHBLL TV, fEERRHT S ILTC A, EPH%

IR TH D05, 8 (35%) 1XFEHIH & pk AW
Tholz, TAMAEZE SN TWIIERNIE, 23
M$W‘@%)f@otoW«w:7mum\%
A VR D BRI | X451 CRE D T2,
=Xix 1% (o)
BEAL=T 12 (52%)
14 IR E ROy 4 (17%
HEEF. FEESE 4 (17%)
SER T4 AR EAEN AR E3 2 (9%
FREMEALDR 2 (9%
AR 2 1 (4%
F7ILa—)URTE (RA) 1 (4%)

FRAEE (RAN)
FriZ, BRABIORE LT,

1 (4%)
FHOZWT 2 I

T SIVIIEBID G 8 U JEIR D B IXZ2 WM 4T
W WD ENRA BN o T2, BT iR TLE
DEAED & o Te DN WIRHZIZIH R LT, 161 %
&% . Nose tapping testiZfHtECdH -7, T/ =
— JUKIFER AN ZARIE D SO 258D 72,

2. BEFERE
10A@%%k;@%@§ﬁ@Lﬁ%ﬁﬁ%ﬁ
ST B FRENRDOONTZDIT 26 TH -7,
UW7W>GMMIL%%WEC&MGﬁNpR%M
QNFRDH BN, D 8 AT GLRAI &in1.
GLRBi&{5 1. SLC6A5E LT SLOC6A9EART-.
SLC32A1 815 T\ T e o7z,

3. PHEE () OEK

<EEmROME>
U) B, EE

s (Hyperekplexia) . 7V v EEME
@ﬁ%ém%%#%ﬁ%%i%mib\mﬁﬁv
FT T AERENEESND Z LI TRIET S
NRERTH D, FrAERBIG, AIC L 58E
TRRENER R E OFRENE 2 5, FHEEE XL
PR INCIHIT 208, BIERISITR A2 > TH
Fi T 2B N2, BEREIEE, FERR, <
WIPI G~V =T I E 2G0T 2 E0n3d 5,
MR, SSRGS O — R CIRd R
7R B AR T, R R RS L O R L
EOENITERTRENFHTH S, EROK
FX, 7o FEBRARNFTH S,

(2) mHA
BEROFNEE T, #HES Y o 2R/ A
(glycine receptor, GlyR) chloride channel @ al
VT a=y hea— N1 5 GLRAI B FER,
GlyRB +7a2=v "N =2— RT+% GLRB 85T
A Y presynaptic sodium- and
chloride-dependent transporter type-2 (GlyT2)
Za— N9 5 SLC6AS BinTZENFEE STz,
INETHEALEINT 3 SDOJRKBIRFNENEN
a— FF5EAIFT T, MfESF72THD
7 U v AEEMERR M IC D > T D, 7T v
AEENE T T AR S IR IS S TFEL TR
D, TNODOEENEESND LiEf=2—n
DOHEMENEE 5, L?Ubvs T, AR %00
f®@%%%zé@ BT I MR RS AR
MEYN RN DI BSOS T K OB EL S HH



THEEZLNTWS, ZIHDEMLETFEZUEL
BT LE T REDIERA SN D, %I
W72 AT ClX. GLRAI &5 1. SLC6AS5 & 151,
GLRB&n1 DR DONAIC, BENZ VN, GLRA1
BELY GLRB & 1Ri1E & bICEERERX
EHMEBEEANBO NN, ELLLEGEE

BT HBENLZ, SLO6AS Bin+ R 135 ME
BIEADHLTH D,

(3) Zhr&ERIZH
1) 2@

IR IE, OFrERMo2gEOmEE, @R
BTk 28 E OISR, @BIERISDE#ZIZ
KL Z D W B 2R 5, Y OFEE &
BROHHI e & O T W Il RS D EE 2R S
}ifi IEHARER X BT 208, RER TR

IRV OSSR 2 ENnd D, MHEEIE
%mm, ZWHET DK LT, BIRRSIEE D
FREIIMEANZEZN D DN EEZB U TR T2 &
DN, BRAILIRE, I D 1 ) R RSO R
ML 720 | NZARRIE 72 & OREARRROERE I i
AONDT END D, AOHEE LT, EIERIEE,
JEE~v =7 (fF~v=7, BE~LV=T7), IKH
i 0l B RS T SEEES DL, TAD A,
FEEE EELEOBER ERRE I TV,

Wt S5 TTAE 7 & D SR BSTE IR ITFE D 723
Nose tapping test (head-retraction reflex, HRR)
MWW A T, AR L IEARZHE TR
< EEHAZIE S, W E QR O AHED
BZ D, —MABUIS, Mg, JREA, 35 CT
B L UNMRI, i, M8l g 2 5 o o ERAE
PR A CHRE AT AL 23R 720N,

T, BRI L KRB OEREN 5T 7 o
TV, HPMERLZET D556, TADA, FH
PR, FEEEW A 1E D 2 L%, itJ%aM5
BN ET, FLIR I O BRI AE & 8RS
GLRBE(n AR, FitEa OB, FE R,
IREREENEENZ RO LD, S HIZ, GLRA1
EEARDORERE & KBV OB HIE SN TEBY
7Y UEBIROIK T &2 K29 GLRAI Bin A%
FIER 23 < | GlyR OMIfa R i ~DREUK T2 b
7263 GLRAI BIAFARITHIETHDH Z LNE
U,

2) #&RIEZ

B RIRESC I A7 0 —X A G B

TAMAFEERIRER L,
TBI TS A TH D,

BEIEIR DRk E 2 W

4) BELFE
1) Ak

ROV VTEBEUREANTHD, 7B A

(clonazepam, CZP) (0.03~0.2 mg/kg/day) 7
2T D2 ENE, CZP BMfEYF 7 AT
& % gamma aminobutyric acid (GABA) type-A
SRRITHER LT It niZ e R+ 5 2
LIk BISROSRHEENSGET 5 &5 bl
TW5, 723, CZP O M EKAFMHERITER TH %t
EOHEFIIFET ONENH D, i, IS
fEok, BHERaEagicmd TEih I 5%

(Vigevano ¥%) Z & TIERNUWET 5,

2) Fi&

ZERFEDHE L H DD, — I EM THRIIX
AL, LvL, BIERISICE &V TiE D
LHEERAEOHE BRHIME, B L) OfEEN
H 5D, HEEITIER & ST\, EEOMIE
THINEESRZERAZEOGENH D Z & 0b
Mo TEH, HENLETHD,

<EEROZHEE () >
LG, LT DR M%E(%)%Wﬁbto
Definiteds L OProbableZ #E1ENH & 24 5,
I. FaERK
1) EASEOS
2) FERBMH SO
I. &lGERK
1) BrA: R oo g
2) M~ =7
3) FHEHMEE, FHEEN
4) FEEE (S, Fig)
IT. Nose tapping testf&f4
V. BIzZEHBRE
UTOBEGTFERONTNNEZRD D,
1) GLRAI
2) GLRB
3) SLC6AS

BRaR T

<zMOhTI)—>

Definite: I ® EJEIRD 9 BLIHEHBE L EA2FRD,
MOV DOBBFHIEED 9 HWTH1EE 20
=356,



Probable: T ®EJEKDIEE T XTEFRD, D
DEVERD 9 H1EB L EZEFD . 5 DONose
tapping testfHMED%HHE

* BABICHITHSBESEIE
I. FEK
fih BRI LB E THE D 22
0. BIAEIK
INRHIEAE T L o — UK AEE A IR 5,
. Nose tapping testf&i4
AN Z BN T H L < ITFRAFT D 03 H KT 541
LD,

D. &
1. ®FHRE
REFHEDOER BIL, K CERAER D 2
ZWEN TN, Fox D ZAVE TORRKRE DM
ﬂf (Mine J, et al. Dev Med Child Neurol, 2015)
ORI DA TIERRZ S 5 FlH
rﬁa@F’k%?%ioJ:Uﬁﬁﬁ Lﬁ@ﬁéf)@L{z:?%ﬁﬁ@
HEMENRIESI N, T2, FHYAREEBEE
AEHTHRELS H DT, é\lﬁl@ﬁiﬁﬁﬁf‘m
B CETIERELL EORFET D Z LN TSN
D, LIEo T, BEOERFIECOWTHBRR
ﬁ'é%\%ﬁi‘%é Elbhiz,

BEVEIR L2 SIU TV D IERN. HT IR
i@%ﬁfﬁ“éﬂi%’@@[ﬁki@ﬂ{%‘( X DS
% A3 53 % LT, Nose taping test
BILOBLETFRENEHTH-, LL, o
L LT s Ge, BiEme LT2kis
A ETOHBNEVEAICH D720, FrER
PO E TORMICER R L LTElisns

2. EERE, FrERFHER K OVNERE~D
BRI DB TH D & b,

FSC A5 6451] D 8 PR 15 D T 70> & HEAS 9 D2 1K
[ENE S @TﬁJZ’P?r%: b D2 & K| ﬁ”ﬁ”ﬂiéﬂ’b“(
BY . AN *J”\L,J?O)I;%’Eé#ﬁxto kR
Y sXSNIN) E;H\—n/[-ﬁéﬂfcﬁﬁ'ﬂi RS %
Lo & L T2 S s 7“6/7“—1%’\ e
PERE & LTRR E LTt T nr—2
FETDHZENTHREND, £z, BEAALE
BRI ERFRE LTEXTWRW T —2 855
AIREME D b‘?i&b A E TR STy
i BEERURITIZ T, FIEFESLST V20— )UK

EMED R <

FEREN (T Aa—ARNT Y LS/ EOT 1
AT U w7 ELICHES LT B 28R F1 9 2 THE
W) Z LD OARRBEENT ZLER’H D &
B,

2. B:FBRE

Bl TAREZROT 2HEFITNTIE, BB
JSEFRD D Z & FAERS I s OF
WENDH->7-Z &£ L Nose tapping test 235
PETH D Z & BERIRBNZENSIR O T ReMED &
Sleled, BB FRELITWEEZET5 2 &0
T&7, o, Al S8 FERITIIN

WCHHE SN TWDIRETH LD, Fio,

in silico f##T (mutation t@sting, Polyphen-2) T
HIRAER L LTRIESNTWD oD, R R
Toh D &HMr L,

3. EHEE () O

ARG I X B S &4
%’@Hbﬁﬁﬁ iaotU\ Nose tapping test 1L 2HiC

R 5, Lﬂb FLEH VA AR LT A AR LR T
67‘_&) BISSSNME—DIER & 72 5, BIEROG
%%f:j—ﬁﬁp}%Uuﬁl—ﬁﬁ3§LE% 22 L, ZORRIZ
*F U CIRIRA., WEARA, ERRAMA O R R
IR B RO IR LD OB L DR
NREEZ 72 D7, BInTRENSHEZRE LT
HETHD L Bbhiz,

E. %%

St ERBEBALINA~OETE | B An T AR
BLOVTRA MY ORE, ZWIEEST A F7 A
> DB R DIGE ’5?1’*2“( ERRIE A DIATR R
ZEBA L, O IEMECHET L, EY72RnRE
FOHEEZITO 2 LIk o T, OFRRICEBR LT
A

F. BEERER
AW E T HIHT-0 . LB A O ILFR
W E 725 Z Ly,



G. HARHE

1. WXHEXR
% Saini AG, Taketani T, Sahu JK, Singhi P.
Startles, Stiffness, and SLC6A5: Do You
Know the Condition? Pediatr Neurol. 2018
Apr;81:49-50.

2. ZERHRK
(EW)

*  HEPEE BRI, EIE—RR, SFEMA
ik, BRI, e SRS, DR, BYRA B
Vet ZREFIENS , (LA, BISCAAL
L CHMES - E S E e, 45 51 Bl H A TA
MDASEES TR, 2017 4£ 11 H 3-5 H

ko SRR, AT SERE, SRAFNAD, TR DiE, 1id
B i, VIR IC BT A2 ERA (5 —

W) -E R RAEOEEM-, 51 [EHARKTAD
AP AR, 2017 4F 11 H 3-5 H

*  MRHEBRA T /ELL, EAKE 2 RIEE
15 FGRAREAE, Tkl ey, s IR, ARTEZ, 77
A, I OTE. Rl FRICAE TSR OBt
55 22 [A] H ARSI e B, 2017 47 10 A
14, 15 H

H. ®MBBHEMEDHFE - BN

1. el
7L

2. FEHBr Rk
7L

3. F DAt
7L



AT B A sE R i (R BB BORIT e3¢ (G
Rt

MESR BBOR AT 4 2€) )

ISR O SR NEBIO £ LD
ey EAR M BRKRE SRR R

WHEELE

TSI, AEL D D ECEAL 7 E ORI X0\l BSOS 2 R TR T, il L & B ITIER D S
T DD WA@ W7o CHEIBERIENERGATHZ bbb, HUIRIBREB L UREZTO R THIX, @
JE TR BN IO T K 2 RS BP0 B L 0 BRI etz & 5 2 &b b D, MERESCHE G R, A4
ﬁ%%ﬁﬁfi%ﬁ%@ﬁ ZRIRWTED RKEEF Th LA E=a—r D 1 >THL 7Y v
VEEMERAG IR ISR 57 2 B T D HEEZENIINETH D, ZNE T, BHA WS EE D TEH
WE T EROBES, FMRERG, A2700RE, RERICOWTIRRAZREANR S, S HITAK
PRB ORI IR | TANARARLFEE R & LRZ2 I, AU ERRE, IRFECIEENMThblTns Z
bl iy, 22T, NROBEREGZEET 5720, 2EO/NREREER 509 faix~7 > 7 — M
ATz, IR 59% T, EGIORERZHT 501X 18 fiisk Th o7z, T ORI KA EZTT
MM K OREIERH T, rMﬁiwﬁm‘5MT%#W%r# 1O BIVE, TRTORERNIL, AE%
(CABTHIE 3 K ONEE OEIERISHAHER L T, ZFFERO T IEIT 3 208 (0-13 5%) Th o725, 8
BlEFELICZE SN, 81§J735L{f§¥fﬁﬁﬁfﬁﬁméﬁ’bf%7‘:o 1 B CEIBSIZ X D IMEME T %278
oo TAMDAEZIENTWIERNIL, 5 Bl ThoTo, AOHEE LT, B~ =713 12 ], FHAERBO
MERER 13 4 5] TR 7=, Nose tapping test 326 THMETH > 7=, 1HHEIX 10 T H“ﬂ‘t/\bﬁﬂiﬁﬁé
., 2HICHRERDOT, Fl—EBRTFERLFOFZRNICBNTHER f@ﬁé%Aﬁf 165 %
T, AEIOKRENG, BARIZEIT 2/NEEE ORGS0/ oTe—T, BISHOR %ﬂf‘@fﬁﬁé
EHEEZBIOHE L IMFE X T2, Ak, BEIEEEHE T 2 BISR O ﬂf%m@é &L DD ERE R
P AT LEMHSLT D ENEETHSL E bz,

A BIRBHW

BBRIE, BB D HEE 7 & ORI &
Dﬁ%ﬁ EIENOGZ R REBTT, Flin e & HITE
IR EGET D08, AT > THEMS IG5
FToZbbd, WYUIRIBEREIOEELITD
7R AUE, AR SO IT K D R AR 1 ROHA
VAR N I SR & 1 R Wl S 57 W11 R /4
RAESCEG A, AR CIIRH S0 7 s
BRSPS RIKE R Ch 2 M= = —
:umnof%éﬁ)y/W@@W%%é+ e
59 2B T DN HEEZENZ I ETH D, =
NET, HA - @%%a@ff%ﬁiim&<\
%%@ﬁ&%\ﬁwﬁ%%@\ﬁ@ﬁﬁﬁ%\ﬁ
RUZ DWW THEARZR SR Z Y, S BICAREE DR
ﬁﬁmﬁ<\fhﬁh%$£%%&&&ﬁAéh\
ARMBERRAE, [BECIEENMTO TS Z e
AN

Z 2T, BIERo/NRBIORARG 2 B BN
5T LamAME LT, EEHAEEZIT T,

B. ARAE

xS HARTOEIEHROERB ORI Mine J,
et al. Dev Med Child Neurol, 2015) Zata L 7=
N7 by NefE LTz, 0%, REO/NLE
WHEBAS09fizk ~/ > 7 Ly MR & & b ITRES]
ODHEEEDEFRHE T oT-, JEFIORERD H - 7=
MRk & X5, FERRERR G A —GRE T 5,
BTN GIREL) 1%, FHERE, 2Z2Wrifln, J& pEIRE.,
JEIR, ZF DIEROFIEF R L OVHRREY, B1%
FOSIZ £ DAME DB TR L DEIEL & #R)F, R
TR, MR, WA R, ABRERET R, 2
WriZ =5 £ TOER LIZER, IBEBLOZDIR
BN, T, BEORERTH D,



C. ARKER

*Yki}ﬁﬁﬁi [E D /N RS 509 ik ~1T -

o [EIERIT 59% T, JEFIORRERZ AT 5 D1% 18

ﬁm R CTHoTo, TNODOREHIZ _IRFAEZITV 14
jﬂﬁ X Dlﬁlﬁﬁ‘ﬁ)of\_o fhfﬂéii 17 {ﬂf ﬁna%
Gkt Uic, MR, B 8 fl, 4 9fl, Fik
1L B BICFR O T, B2 Wriiis o HhJLfEl L 3 2~ H
(0-13 %) ThoTo, 8PINEE A THEE S
T\, T XRTOEFNESRIG, ZEEND
DO RETLEE RO 7=, BISISIE, 2 6 (8 5%,
3 k) TIHK. %@%mki3mif 6 3 CiH
KL TWiz, BIEKISIZE D EERE7e E0st
i 1 %Eﬂ%ot — AR CI I
% l{ﬁJ k—nuy)éﬂﬁi Eﬁ%% %fciz))ofLo Nose
tapping test |Z 2B THMETH - 70, EISHDOZ
W25 £ TORZKIL S5 BFITTANA, 36T
PEFREL, SMERNAE 1 61, ISR EE 4 1], 2 ofh
IARFETH -T2, IBEIT 106 T v B NN
i X4, 25T 5 O B2 FRE S T,
11 It FRICh 505, 4 FlTEET L. 2 AR
B T o1, T r— FTlid, WokEHl %
HIET 50, FIRA~OFHA, THRSORL R ED
KN o TUNT,

D. &

REFHEDOER BIL, KL CERAEIR D 2
TRBr ST\, Fex DN E TORRKEOMRE
#r (Mine J, et al. Dev Med Child Neurol, 2015)
D B IXERRIE R DA TIXFRZ S5 AlEE
PRIBOTEFE L OMEEZ W DT b DA TR D
HEEMENRIE SN, T2, HRORENEEEE
REETHEMN G H D720, AR OEFHHA THE
BCXTIEFIBLL EONGFIET S Z ENTHREN
Do LIeDo T, HEROEFEFIEZ OV THMRET
THMEND L & B,

Al 1B LB SIVTWAIERNE, #HrAER
LD RIET D28 OB R L OWIC 355
PEROG 2 AT 5350 1T % LT, Nose taping test
BIOEETHRENAEHTH-7Z, L, o
R L LTk an=ma, BiEmeE LTkrs
5D ETOWMBEVERICH D72, Hrad i
75>%¥L RWE CORIIEMRFE L T2

W2, PERME, FrAERBHER X OVNEREE

PED <

~DOHEFRIERPVETH D & BT,

E. #H
ABIOEFEREOFERNOIL. BARIZE T 5/
$%‘@ﬁmrg1’%7ﬁ% E?ﬁ ﬁ:fcﬁ’) ngi\ %’I%Eﬁ@
ﬁf@ﬁékﬁmﬁﬁﬁﬁbéﬁﬁZtoéf\

E%%%% X HEIBIFEOBAME LD D L

LEWOE%@%M/XTA%%j¢5:&ﬁE

HThsbEEbii,

F. REERTER
AW FEhii 3 HI2H7=0 . Uik
W & 725 Z 37 uy,

BLEDN D IR

G. PIRFEE
1. FSCHEFR
L

2. TR

(EM)

ko AR, ARTSERE. HORFIRS. PR OE. (Lo
B, MREE BIRRICB T DR GOF &
DR ONFEDOZWE. 121 [B] A A/ NERS S (&
£ R —) &R, 2018 424 H 20 H—22
H

ko EARTE, AARFIEmE, ﬁxﬁﬁ JOvE, A
B, MafE, BISmIcs T 2 2FERE GB
—ﬁ%ﬁ%%ﬁﬁmﬁ%&ﬁ%1@aﬁ1@
AR (R MHEIBR) . 58, 2017 4
11 A3H-5H

H. HMREAEMEDHEE - BixkiR
L. %rarius
7L
2. FERHT B8
7L
3. F DAth,
7L



AR 1
IBXRICE T ZRIEROBRBROMBAS & CREFETHE
IRiEH BEOEFHAE~DOCHADEREL

R

MIRK DA, B2 RRICBPNE L TE, ETETIHEROZ L EBECH L EITET,

BIRRF T, B EE ORKE OB L ORIE T 2 S DI WEOMIT 21T > TV 3, AHET
I, AARIZBT 2ARRBOMKGERHT 52 L. £o. 7V & UAFBMEMRR ER OBAR T 21TV 2
DIEREZ T BN LAKRBOWREZ IR 5 2 & BWHBIRICRSLOZIRIA T4 2ElT 5 Z L& H
e LTWEY, ZoMEO—ERE LT, Al KREDOEFZREZITVZWE~R->TEY £7,

SEFFE LT, B CTOERRBEEORBOAELZ ZHRES A LET, Z2CH, RERRTIZZ
SWETH, KHEDOHW - BERZ ZHWEE, ZHAHKESVWET IO BBOVHE L P ET,

TRIZEE, AR RRARICEE O L ZRAWZIZE | [FEORIEHERICTER 294 7 7 31 H

OK) ETIZZEHSTES WY, HEFIFY | LD ZEEZES 8B, B H KMEZ BT 5T
ETT, TOIICHLTH I TESVWET IO ERTBBWE L LT £,
Y E.

wiEmEE?

FEIR BrAERMINORIET 5. AEBIROTUE & B OIS RIS
KIRRE WYOREMEERA S - ARk, FRICE CIEREZFEO DL Z L H D
WYOARLERELH Y
BEIREUZIT  Nose tapping test* 72N s M I VL 212 E A T,
*ORASE AR TN & BEAMEE L. VA ARG 3 5 Bl

RE Mg - IR« EEHRAETRERL, MEREZBOL2LEHY,

aHHE i~ =T7 BESV=T . BESEIBE

3] 5 B ok D TLHE T L SNSRI~ 5
EREUSIRABICE > THEGFT 256H Y

1B 7 aFBRLBHR,

FAEWFTEE FEARE BARKFE S/ NER
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JEA GRS AR AR B (EEAIER R EBORII e 26 (BB IR BRI 7EH3E) )

EiEl ks

TR O FTRAE « IABIOE &
BV BRRPEEZENA RN R T =
% IR KA P AR IR 2 - FFEEER

WrgesyEE A
I 1

- A%

W E

BEIERIX, AEEG S F0RM 7 & ORI X 0 IEBRIABIE RS R TR T, Rl S & BITIE
WRSEST D0, AN THEIBRISDNEGFT D2 bbb, WURBES X OEEZ1TH
VTRV, R EE AR BRSO K D MRS SRR 7 Sl K 0 BRI iR A LD 2 b H D, MR
RRACH IR, AFPARE T MA R BT 2 RS0, RRER - CTHI M=o —n
YD1 TH DTV v AR ER B ST 2 BB TN B EZWNIZIINE TH D, T
FT, BAR -l EEO UEFREIZDR L, KEROMHEES, FEMRERG ., aohniaEEk, JRIA
IZOWTITI AR HNE, & SICARRBORBIE LS, TADARRLmEER L LEZ SN,
RRUERRE, IBRCHEEMTON TS Z DR R, £ T, RADEKRGEET 57
B, EEOEEEEESSS ik ~T v — NRE AT o T2, JEBIORRERZH T 5 DI Tl TH - 7=,
IS ORERRIC IR EIT VAR K 0 RIENDH 0 RABIABNIZ oW CRERIZR R IR S 2 T L
2o FABIORE LT, ZWHERO T REIZ33E T, 186 DLW 2 I E S U-IER 33
BB O T=, BABRISIZEFNITRD T8, AR AR S ERIE T °Nose tapping test Z 788 22V VER
bot-, BOHEE LT, FkEE, TAhA, BIEL, 73— URIFREZ RO T, BRRER D A
TITAZ SN HEMERNE W=, Bl FREOBEEMEOERNPNIE L EZ Hivl-, £7-. wit
REMSEREX AT DE L H D720, ARlIOEFHHA TR C & IEFIER L EoBE N F1E
HZEMTREEIND, LEER-> T, EROBREGIECOWTHRNTH2MERH D & Bbh, 2
WrizBIL T, Z2< OBIR T ORM & TZRIHEE SN TR Y, A E TRZK ST nGa,
ARSI Z T, FIRERT NV a — MEIFENE W2 LR ENDARRREZENTHILERH D &
Mo,

A BIRBAK B. ARFE

BERIL, AEZD D HECHE A7 E ORI &
D IERIZRES RN R TR T, Filin s & HITE
AR UET D0, AW > THEBRUL %
FT52Lbb5, HURBERSIOEEE2TH
7RV AUE, IR EE 2R RO K D AR 1 A 1E]
VAR N I SR & 1 R Il % 57 W11 R 14
BRAESCHEGRA, ARFEARA CIIRFEN 72 2y
BRI PN RIKE R CTh 2 = = —
oL D1OTHDH 7 2 NEEWEMREERICE
B3 586 TR D HEEZWTNIIINETH 5, 2
NET, BHAR - W4 250 TEFERE D72 <
BB OB, FEM7cERRG ., ARheiaiisk, i
RUZOWTII AR SRV, S BICAKEB O
IR TADARRLEREE I L EEZ S,
RMEILRA, IRRCIRENM T TWD 2 &
AN

Z 2T, BIERORNBIOEERG 2 50N
HZEEAME LT, EFRREEIT- T,

xS AR TOENSROERKRBORH (Mine J,
et al. Dev Med Child Neurol, 2015) Z Ft# L 7=/~
Y7 Vy MEER LT, £k, 2EOERER
885fiiix ~/ 7 Ly MR & & HITHERF] DO F HE
DEFREEAT > T, TEGIORERD & - T gk %
KR, G ERRG A KA L, HENE
L. FHEEE, ZWrEln, JEERIRE, ER. Fo0kE
K OFIEFfinds X OVHIRRR], IS RO & 54
BOBE TR X O DS L drlF, AT R, thiE
AT EgRAT R, R R, R ESET
DR LT BB L O OIRE R, T4,
BEDRIER TH 5,

C. ARKBR

— KA X2 E O EFHEI88 ik (PR EL
792ftE% | FERR9SHERR) ~MT o T2, BIFRIE59%
T, JEFIORERZ A D OITHRNE TR, K
MR CTH -7z, TS DOMEFRIC “IRE &
1TV L 0 AR B - 7=, SEFIEITAHIT, 5
LB ITIC L D2 Sz b DldZe o7,
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B,

R E E 7= A5 DERIR R DO FRMT D> & BEVRIHR D72
WriziZ, 2 < OBINF- &b DLW 2 I E S
TR AN T 2 2H O R X H3Ma 2 72,
T bbb, NNEHICRZE S e Tk, BIERS
ZHoOFR E LT ST 57— A0, K
BeMERR L LTURR E LTHRbALTWD RN — X
BIFET D Z ENTREND, £72, BEAAD
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LHAREMENE W A E TR ST
WA BIERSITINZ T, FIRES T L a—)u
KIEERE N (T L a— ARl ) o /KD T
0 AT Y w7 EALICRER L CL R E R 5 Al
REMEH V) Z N OAREBREZERT HMENH D
b,

E. &%
AElORFEFHEOFKENSIZ. BARICBIT DR
NBEOREFRGE ] SIS T-—T . BIERO

RENEDIKR S LHEEZWOEE L SMAl 27— 5.

RN EE KT DEABIROBIMEZ SO DH T &
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A9t E i HI12H72 0
WS E 72D 2 L id7euy,

WREBLR N D I3 RF

G. TARREE
1. st
L

2. FEFE

(EM)
kBRI, RSERE, BT, JEOVE,
FHEE, Prafd. BISRICB T 2R GB D F
& D RO DK 121 [B] B A/NER R
(&E  FEWfh—), #a,  20184F 4 A 20
H—22 H
kBRI, ARSERE, BT, R OVE, W
THEE, e, BIERICR T 5 2FEE 8
—) EERAEOEENME S 51 B HATA
MAFES (2R WhEEIR) . 5. 2017 4
11 H3H-5H
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JRAETBR AR B & (BRAVER B BORIT SRR € (A TER BEBCRIT 72 3E) )
S RMT SRR TS

NI OB AR AT
5

WHoEr e e i BIRKRFEES AR Hax

WHoEE E

s oI AR & . RIS & 58 RIS ROS L EF OFEENE Z 0 | BSOS AIC > T
bEHE T 2m AN E 0, BSOS & D TRIEE T, BHESMER EOBOERN L EHEL SIS I T I L b
b, 7T EBRANFENTHL Z b, REIOBWN L EURIGKEITO ZLREETHD, L
L. Miffeds, migind, AR rmd TR RINREE 2380V, ZORBITHEARELRRED 5
WEFHERIEERZ & DRET, 77U v AEEE R ZEIC B G- 2B FRFIC LV BIET 5 2 L
O, MEERWZ HRE LT, BT 21T - 7o, ~T28a 13 5 > (GLRAI #fn¥. GLRBEIEF,
SLC6AS Bin¥. SLC6A9EInT. SLC32A1 % n¥) T, KRiEiLs5 DNA ##liti#% . PCR 5T DNA
IR ST, EEEAR YR EEEZIT o7, MAEDORENG b 10 ADBE B LORED ‘S
WraATolol 25, 2002 GLRAI R FARZFES 5 Z &N T2, o> 8 FliTE(nFARN /27 -

Wik KOS ZHICA R TH 5 & Bbhi,

Tolzh, ERSHREZRANZET 5 2 LN TE T2, BRIRIEIRD SEIR B DN D 5 E

EAR A I E R

A BARBHM

#1295 (Hyperekplexia) 1%, 7' U v /E@hE
MRMREICE BT 2B FREICLD .. MflEs
F T ARENEESND Z LI L o TRIET DR
BTHD, FAERMNS, HIC X 5 E &S
Bt & B OFFREE N E Z 0 | IS SSITRR A
o THEET 25 Aa 0%V, BISRIGIZE 5
WP T, BEEIME R E OBSER R A IHE 2 5] &
Tz b ESnTWb, MmikHmaE. MRI 72
EOIRE BB, I CH EX 72 & OB
ECTIHRFRNRBEEZRBDORNT2D, TADA,
AT — REMIIE R E OO E L MiED
NDHEEN VI I, LT > T, ZORE-RAD
WEEZWI T B FRAENAEH & BEbns, 40,
Fex TSR OMEZHZBME LT, 7T »
VEEh AR EIC B 53 2 B FREZIT- 12,

B. ARA%

KFERIT, SRR E DR NN BE L
ZDOFEKE 10 N, BEBIOZOFENHEILT
A DR E Z57-1%. ETDA AV &85 KR I
2-5ml ZERE L &9 B Y b £ TH IR F
(4°C) LT L7z, MIRITMIEREE E D & X
DN B H O AWK BRI 250 B PR &
TICYBRICE L Ky IR ELZ VW% 72, 4
BElz I3 Lok Z 3 <I2 DNA i L7-

16

(DnaQuick I, DS Pharma), &E{s 7-f#HTI.
PCR £ L O > T —1EIC K % EHE RS
TEE T - 72, PCR A 1E, 10 mM Tris-HCI (pH
8.3), 50 mM KCl, 1.5 mM MgCl:;, 0.001%
(wt/vol) gelatin, 250 uM of each ANTP, 2.0 units
of Taq polymerase (AmpliTaq Gold; Applied
Biosystems), 10 pmol (forward and reverse
primer)(Z DNA (50 ng) % AU CaEF 20 pl (ZFH%E
L7, PCR IZX?% DNA Hifg5 1L DNA
thermal cycler (Applied Biosystems) % VT,
L@ {T->72 (35 A 7 /L : denature; 95°C
for 30 sec, annealing; 55°C for 30 sec, and
extension; 72°C for 1 min), & »%. PCR Y %
R L T, MR AL A T E o B R AR 1k (Dye
Terminator Cycle Sequencing Kit, Applied
Biosystems) z H\\T1T7- 7=,

Bt U728 137 o AEE MR R 2 B
HF 58I+ ThsbD. GLRAI &f5Y. GLRB &
{51 SLC6AS & fn 1. SLC6A9 15T SLC32A1
BIRFDBEOTHD, TNTNDT T A ~—IFHK
1IZRE# L7z,

C. HIRBER

AL 10 AOBEB X OZFOFEOBEIE T
REZIT > T, BIETREPRD LNIZDIL 2
Thol-, VTN, GLRAL {525 5 ¢.896 G>A
(p.R 299 Q)MFRH BTz, fthd 8 NIk GLRAI &




f5¥. GLRBE{x+¥. SLC6AS5 &L+, SLC6A9
Bis 1. SLC3241 85 2RI o7z,

D. &

AEE G AR EZRO T 2IEMITNT L,
BRISEBO D Z & FAERM ORIy
DHEENH - 722 £ B KT Nose tapping test
DG T D 2 & D B EFIRAIIZ SR O AT REME D
ol BETREICIVEEZHTLZ
ENTET, o, AR SN BIn 2RI
INETILHMEINTVWDIRFETHDI0, &
7=.1n silico fi##T (mutation t@sting, Polyphen-2)
THHRPWERL L TRIEINTWD D, WA
HBThHD LR LT, 70 D 8 NITEISRISITRE
DTV MOFERSA B TIE o 7oZ &
BEPERINI T 5 7 a B XA OF NN & )
THEHRPST2Z 6 ARIOBEFHEEIZEN
TEEFR TRV EERIT 5 2 L TEi,

E. #&i®

7 v o AEEME AR I B 53 B B s T EAT
TSR O EZENE L ORI ZHNICAE A & Eo
iz,

F. BEGKRIER
KW i HIHT- 0 . YehBlamn 6 Xk
W E 725 Z BTy,

G. HARFEX
1. wmXHEE
% Saini AG, Taketani T, Sahu JK, Singhi P.

Startles, Stiffness, and SLC6A5: Do You
Know the Condition? Pediatr Neurol. 2018
Apr;81:49-50.

2. FEERR

(EW)

*  HEPE T BRI, EHE RS, TFERAER.
PR BB EEE. (L DER], BiRE 5. T
fdt, AREFIENE, (UAER. B CAALLT
TSN BEABAE DIER. 55 51 [B1 H AR TAD
AFEE D, 2017 42 11 H 3-5 A

koSSR AR SERG, BURFIAL, SR DVE, L&
S, BRI B T AL E A (5 —
) —BR T RRAEOBEZEM-. 85 51 BIHARTA
MAFEE . AR, 2017 411 H 3-5 H
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®1 BEFEFICAWNVTS4T—0DES|

GLRAT BInF
GLRA1-1S ACTACAAAGCACAAAGGACC
GLRA1-1-1A CATTTCCATCAGAGCGATGT
GLRA1-2-1S GGATCTGATCACAGCATGAG
GLRA1-2-1A CCATGCTGCTTGCTGCTTTA
GLRA1-3-1S TTCTGGGAATGAGTCCTACC
GLRA1-3-1A GGAGACCAATGCAGAGGATA
GLRA1-4-1S AAGCACCCAGGTCCTCCAAA
GLRA1-4-1A AGTCTATGCCCAGAAGGTAG
GLRA1-5A-1S CCTATCCTGGGCAACTGATT
GLRA1-5A-1A AATTTCTGCCTATCCCATGG
GLRA1-5B-1S ACCCTAACCAATCCTGACAT
GLRA1-5B-1A GTGTCTGAAATGACCTCTGG
GLRA1-6-1S AGCCGAGGTTGTTCTAATCC
GLRA1-6-2A CATAATGTTGAGTCTGGTGGA
GLRA1-7S GTATATTCCCAGCCTGCTCA
GLRA1-7A CCATGTTGATCCAGAAGGAG
GLRA1-8-1S CCAAGGGAGTGCCTTGCAG
GLRA1-9A CCTCCCCCAACCTTTCAGA

GLRBEILF
GLRB-2F CTTGTTCTCTCTTGTAGATCG
GLRB-2R TGTGTGTCTTCATAAACCACC
GLRB-3F CCTCCCAATGAGAATTACCC
GLRB-3R GAATTGTTCTGAACTTAAGGAC
GLRB-4F ATGAACATGTTATACTGAGACC
GLRB-4R GTTACTTTCACTATCTCCTCTA
GLRB-5F CATACACATGTGCACGCATG
GLRB-6R CCCAGACATTTTAAACACTTTATT
GLRB-7F AGAAGGTCTTATTTTCTTTCCTTT
GLRB-7R CTCTCCCCTTGGCTATGTAT
GLRB-8F ACTTACCGTTTCCAGGTCTG
GLRB-8R TATAATCTGTTCCTGATGTGAC
GLRB-9F GACCCCAGAACATCTCATAG
GLRB-9R GGGGGAAATGATTTCATGGC
GLRB-10F GAAGAGATGTGTTTCGTAAGTAG
GLRB-10R GAAAGGAGTAGGTCACAATGAA

SLC6A5 BILF
SLC6A5-1A GAATCTGCTTTCCCTGTCCC
SLC6A5-2A GACACTGTGCGGGCCGTAAT
SLC6A5-3A CAGGCGGAAAGAGCGGAAAAG
SLC6A5-4A GACAGAGTAAGAAAGGGCCTGA

_18_



SLC6A9EILF

SLC6A5-5A
SLC6A5-6A
SLC6A5-7A
SLC6A5-8A
SLC6A5-9A
SLC6A5-10A
SLC6AS-11A
SLC6A5-12A
SLC6A5-13A
SLC6AS-14A
SLC6A5-15A
SLC6A5-16A
SLC6A5-1S
SLC6A5-2S
SLC6A5-3S
SLC6A5-4S
SLC6A5-5S
SLC6A5-6S
SLC6A5-7S
SLC6A5-8S
SLC6A5-9S
SLC6A5-10S
SLC6AS-11S
SLC6A5-12S
SLC6A5-13S
SLC6A5-14S
SLC6A5-15S
SLC6AS-16S

SLC6A9 ex1F
SLC6A9 ex1R
SLC6A9 ex2F
SLC6A9 ex2R
SLC6A9 ex3F
SLC6A9 ex3R
SLC6A9 ex4F
SLC6A9 ex4R
SLC6A9 ex5F
SLC6A9 ex5R
SLC6A9 ex6F
SLC6A9 ex6R

SLC6A9 ex7.8F
SLC6A9 ex7.8R

SLC6A9 ex9F
SLC6A9 ex9R

SLC6A9 ex10F
SLC6A9 ex10R
SLC6A9 ex11-12F
SLC6A9 ex11-12R
SLC6A9 ex13F

AGAATACACACACCTAAAGCAGG
CACCTCTGGTCTGCAAATTGA
CTGGGTGTCTCACAGCTTTCT
CCCCAGGGCTGGTTATAGAT
TTCTTCTGTCCCACTCACCAG
GGAGCTTGTGACATGAGCCT
GCATGGGATAGAGACTGAGG
CCACCCCAAGCCTGTGCCTA
CATGAATGCCTTACCGACACT
ACGTATGCAAGGTGCTGTCTG
GGAATTGGGAGGGAAAGAAGT
AAATGGGAGGAGAGCTATGGAA
CTGCCGGTTTCGGTTTAGTA
TAAAAGCTGTTGTGACTTTGTTTT
GGCCTGCTTGTGGACCTACT
CCTCCTAGGGCTCTCACTCC
TAAGATGGAATGAACCCCTGG
TGCAGAGAGACAAATCTCTGTTTT
CCTTCTTTCTATCACTCCCCC
CACTCTGCAGGGCTGCTTCT
CAGTCTCCTTCATGGGTCTTG
CCAAGCACACCTAATGGAAAA
GAAGAGCAGCCTTGAGTAGGG
TACCTCCTGGGTGGTACAATTT
CAGGACGCATTTGATATTGGT
CTCACCTTCCTGCTACTGTGC
GAATAATTCACGCCACCACC
AGGTGCACTACTTCTGTGACCA

TAGGCAGAGCTTCGGGAGGA
CTTGCTTGCTGGCTGTGCCT
GCCACCAGCTCAGTCCTGCA
AGCTAGCTACACTGCCCATG
GCACAAATGCCTTGCTGATG
TATCTGGAGTGGGTCTGTGC
CTGGGTCCTACCCAATCGCG
ACAGAGGTCAGCCATGTTTG
GAAATTATTAACCTCACCTC
CTTTGTCTTCAGATGGTTG
GGGAATTTGTTGCTGGGCAG
TGCAATACACACATAACCCA
GGGCTGGTGGTGATTAGGGA
TGGCTGCACTGGAGCTGAGA
GTGTCTCCATGTCTCCTCTT
CTGCCCCTTGTTCCTGTC
GACAGGAACAAGGGGCAG
TTCCCTGCACGTCCTGGCAA
TTGCCAGGACGTGCAGGGAA
GGTCCCAAGAGATGGACACA
AACCAGAGAGGAAAGGGTGC
.19-



SLC6A9 ex13R
SLC6A9 ex14F
SLC6A9 ex14R

SLC32A1 EIEF
SLC32A1
SLC32A1
SLC32A1
SLC32A1
SLC32A1
SLC32A1
SLC32A1
SLC32A1
SLC32A1
SLC32A1
SLC32A1
SLC32A1
SLC32A1
SLC32A1

ex1-1F
ex1-1R
ex1-2F
ex1-2R
ex2-1F
ex2-1R
ex2—-2F
ex2-2R
ex2—-3F
ex2-3R
ex2—4F
ex2-4R
ex2—-5F
ex2-5R

CCTCCCATTTTGCCTGGCTA
TAGCCAGGCAAAATGGGAGG
TCTGCCTCACCAGTCTCTGC

TTCTTGCATCGCGTTCCCCG
CTCGCTGATAATGGATGTCT
TGCAGATGGACATCCTGAAA
AGATCACCGGGCGACTGTCG
AATTCTCAGTGTCCTTAGCG
ATGATCTGCGCTACGTTCAC
TACGAGGAGAATGAAGACGG
AATGGAGATGGGGAACTTCT
GGTCATAGCCTACTGTCTAT
AAAGAATGGCAGAGGATAGG
TGGTCAACATCTTTCTGGTG
ACTTGGTGCCACAGCAGCTT
TTGCTGCCCAGCCTCTTTCA
AAACTAGGAACCAGAGATGT
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Visual Diagnosis

Startles, Stiffness, and SLC6A5: Do You Know the Condition?

@m

Arushi Gahlot Saini ? Takeshi Taketani ®, Jitendra Kumar Sahu * Pratibha Singhi **
* Pediatric Newrdl ogy and Neurodevelopment Unit, Department of Pedictrics, Postgroduate Ingtitute of Medical Education ond
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This seven-month-old girl presented with excessive startle
and episodic tightening of body since birth, She was born
to nonconsanguineous parents with a normal perinatal
period. There was no history suggestive of seizures, dyski-
nesia, or neuroregression. Her development was appropriate
for age. On examination, she had normal head circumfer-
ence, exaggerated startle, persistent head retraction response
(Fig 1), and brisk muscle-stretch reflexes. Systemic exami-
nation was unremarkable. Genetic testing discovered
homazygous mutation of SLCGAS gene, p.L460P; both parents
were carriers. She improved with oral clonazepam (0.03 mg/
kg/day in three divided doses). At a recent one-year follow-
up, her startle episodes have reduced in intensity and she
has mild motor delay.

Hereditary hyperekplexia is characterized by general-
ized stiffness at birth, which may normalize during the first
few years of life; excessive startle reflex to unexpected
sudden stimuli; episodic stiffness related to the startle; and
exaggerated head retraction response on tapping the nose-
tip or mantle area.' This head retraction reflex with absence
of habituation is also described in children with cerebral palsy
secondary to severe perinatal asphyxia. A normal develop-
ment and absence of adverse perinatal events differentiate
the two conditions clinically. Children with hereditary
hy perekplexia may develop mild intellectual disability later
in life although the majority remains normal, SLCGAS mu-
tations affecting presynaptic sodium and chloride-dependent
glycine transporter-2 are a rare cause of hereditary

FIGURE 1.

Hereditary hyperekplexia in infancy is manifested by an. exaggerated
startle response with no habe ---nnlrx! pping, exaggerated head
and neck-retraction éng on the nose-tip, upper

hp.andnnmleamThevndeordaredmﬂmﬁmcmbeawssedu
10. lOleJ pediatrnearcl 2017.06.005. (The color version of this figure is
in the online edition.)
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hyperekplexia.’ Clonazepam has been proposed as the most
effective treatment to diminish stiffness and startle re-
sponses. Attacks of tonic neonatal cyanosis may be aborted
by the “Vigevano maneuver” (forcible flexion of the head and
legs over the trunk).*
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