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A gain-of-function mutation in NALCN

in a child with intellectual disability, ataxia, and arthrogryposis
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NALCN (Na leak channel, non-selective) & {47
PCa®" F ¥ A VR BRI B & OB IEAKATPENa
F o p NV EEF B4 N E#E D A F 4 VF ¥ 2 VT
HY, ZOWINEY a7 Y a N IRl hy Yy ap
LRAFFTEEIRESN TV S, BABIIBVT
NALCN (& T A ML Ic 563 L T 5o NALCN % 5 il
SEBLR R M E T 72 B AR BRI A fRAT A S,
NALCNIEZNa“, K*, Ca*' % &4 * v % RN E
WEELIEDPHLNITENTWDD, AT O
A CIEEICNa 2L, EMEREENa F X 2L %
ET27 o F M3y VB THESNL W Na R
WHREHE) ZEAMESRTWE Y, Na™ R BT
ML O F RS A — D ETHEELRE#HEZ R LT
Wb 729, NALCN#IZTFRES T A OMEMINE TId#E L
BN DR F BRSNS, 72, Ttk THIETEK
DEIET$ 572, NALCN@EfE KA~ 7 2L I0%
BTEFEBRERILET S,

INF TICHERBERLEBH A ERT 3DODOEHERIC
BOTNALCN BETOZERIME SR TWLY, 209
L2RRATIEF vy AER, IRRTET IV BER%
D I RV AEEMERINTVWD, 209 HI AL
VABEBPNALCNERICE D L ) 2B 2 5.2 500120
WTIEAHTH > 720

RIFFENZ BT, FA7z B IGTEEY I R KR O SR T
D FERE R RTZIBICOWTRE 2175727, Wi
BIUBBELWOMBEZNRE Lz s Y — LRI O
P, ZIRIZBWTNALCN ¥ v 287 B0 11813 H @ Arg
DG IR T 5 I A1 v AER(RII81Q) & 72 L7,
Z 2 TWICRIISIQ AANALCNHEFEIC 5 2 B3I DV T
B 5 A2 T B 720 I H 2 I 72 BB T 2 47 5 726

W TIENALCN A€ 1 7 & L TNCA-1 & NCA-2 251 1E
3 %o NCA-1 & NCA-2DTWj 5 & /R IJe L 7B An TR AL Sk
(Loss-of-function) T % nca—1 (gh9) ; nca=2 (gh5) X3k

B 7B B AARE L 72 5 "fainter” FHIM AR, —, NEE
{52 (forward genetics) 2 X 0 HiBE X 72 BE e 1S 28
Fk (Gain-of-function) (ZEFNIIAKZ RIS &2 " coiler”
FHM %R 7, 22 CHAERS X UG T RIERAET
b nca1 (gk9) : nca=2 (gkd) \ZRIISIQZEFIZHI YT A%
RABA LI ANALCN#f= T (NALCNY#™) 4 3¢5
SELLEORJPABMZHET 52 LI2 XY RISIQAN
NALCNHEREIC - 2 B W BIZ O W TN 21T 5 720 T DK
H, NALCNM#0 2 58 Bl & ¢ 729 AR B X W neca—1 (gk9) s
nea=2 (gh5) 1ZITHRAEMEAMEE BR[O " coiler”
FKHBMERTZENWLNE R oTe Thbb, LBICE
WTHIZE S N-RII8IQE AT 21X NALCN #1E % JUE
THIEDVHSNE LT,

ARFFELRED, SRS EORERE RTBREICBVWT
NALCN B & O°'NALCN & M HAEH 5 % UNC79, UNC80
ANDOEEBEHREENTVDED, TNE5DOERIZONT
NALCNHfE & OB IZOWTH S MIC L7z oA %
WIS BRI BV TR SN ARG TERY Y Y8y H
OEREICED X ) BB RIZTTHHL 2T 5 2 L3R
BEWOLNIZT B ETHEFICEETHLEER D,
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