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S, EHIEL DEFITORFMPLELER DN,

A. BFZEEM

E M AR MK AR FRE 1 EATHE D
ANIRER . BMIMAE LR, SE R R A R
LT L EPAAEEOBGHRBETH D,
TR, RER SR RIERERT L, K
SR O TUEE, &R MRS O A fF
R EDBIKIZ O ARBABUNFHTH 5,
Z DIFNEE T ATM 1119223 BIZHZE L
£ FE150Kb T66=7 VUMb DB KA
BEFTHD, DNA O ZAKETIWHESEIC
BEEREHX 2T 5, BHME IRE/NKEK
FE DT LWL, ATM B TFORE %
BMHTAHZ Ll rEdns, 2T, K
F[ D FE A B YEIRYE/NIM R FIE D ATM &
LR 2T > 72, 5 FTIZ, 50080 LD
BLEFERENMESN TS, e, B
BTEREE L7e L 9 IO AT BE I bz 3t
WIHERIFETIN, Z2<OEEIT

ATM BT O£, BEL T\»5, H22
EREEZ, Boa ik, RFEOEMIME IRIRME/
B FIE 105E B 0D ATM I FERIZOW
THE L, ZO/KER. FHFOTLAD
ATM EEFER LK TE 2 WEF N
10JEFI P SIEFIFEE L TV, BROMRYT
1L, — X9 PCR THEE L 7= DNA i %
KL T, HERSERET D, ZOFHE
TIX, FEFOT7T VL, RERREKERIT
BEENFETILEHRETERNEND
M8 2 » % . & F | Multiple
Ligation-dependent  Probe  Amplification
(MLPA) {E& KiZ s, B E T 5861
DTTA~—%TA 07— AR NTER
THZET,. =7 VU DORERLEE BT
T B HENESR L&, 56, Fxit,
BERANZIZAT EE 265 VIEFIZ O X,
MLPA {£% W T, ATM BI5FDKRK,
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BHEOMN 21T - 7=,

B. #FEHIE

RT-PCRIZ U > /REkA 5 RNA 2l L
DNA DA —T 2V —F 4 J 7 L —A
9168 AL % 18 DWr iz 4>!1F T PCRIZ THY
WL, 77 A FIZHAIAATZEOL, i
Bl B RE LTz, BERNHA LN -8
BT Ao Eox s o JE & HEE
LR LT, 7o, TNENOEREZ S )
L CHIER: . HIREESE O DI O F T,
BTN 5 HiEE S Lz,

PCR Z BRIZHR RIS ZRE L= & 2 A,
RIFOT LviZid, cDNA kX 7883dels.
7/ I X, exon53 TTATA @ Sbp D K4k
(Ensembl ATM-201:108203583-108203587)
MEELTZ, bORFOT LAOER IH
HT& Mmoot

MLPA X, 77 /I/:l/\/fZ}“/XTJAZ
SALSA®ATM P041,042 OF v & W=,

(BRI~ D 8
BARFERMATICE L Cix, [eRMR
AR O RN BT FER L OYSER
RRESFF OfRIR | & LT, I B R ZRE ST
FEmMHEBR2OEKREREIIETCOND, 4
AT A — AL RarkEy N EIToED
H, HFEICTEAL LB TT- T2,

C. WFoEfER

TR 0O B B 5 AR N X 2R B E O &
BFFENT 2 AT > T2 FEFL 10 F R D 20 alleles
H. 7883del5 1X 5 alleles 2, rvs+2 (T>A)
DEEFIX, 5 alleles [T H &4, 7883del5
EIVSR2 (T>A)DERZ HioE 5 & T L
7220 alleles H 10 alleles & 1FIT %% 5 6,
KEIEFNC BT AL BEBO LR TH
AR VURB S NZ(E D, —FH. A
DT LD ATM BIETER L, BB S
AU WREBIAS 10 JEF 5 JEGITEAE L 7=,

R 1 A O T PR i SR R E 12

Témm B R rag e/

Predicted protein alternation

mRNA

Case alternation alternation
1 Exon 38 skip/5319 ins3 5319—A in exon 38
Exon 38 skip/5318 ins§ 5319—A in exon 38

Frameshift; truncation/truncation
Frameshift; truncation/truncation

2 7883del5 5-bp deletion in exon 55 Frameshift; truncation
Unknown

3 5749A—T 5749A—T in exon 40 R190X
Exon 33 skip IVS33+2T—A Deletion of 55aa

4 8725A—G 8725A—G in exon 62 R2909G
Unknown

5 Exon 33 skip IVS33+2T—A Deletion of 55aa
T4NT—C 7471 T--C in exon 52 W2491R

6 7883deis S-bp deletion in exon 55 Frameshift; truncation
Unknown

7 Exon 33 skip IVS33+2T—A Deletion of 55aa
Unknown

8 7883del5 5-bp deletion in exon 55 Frameshift; truncation
7883del5 5-bp deletion in exon 55 Frameshift; truncation

9 Exon 33 skip IVS33+2T—A Deletion of 55aa
Exon 33 skip IVS33+2T—A Deletion of 55aa

10 7883delS 5-bp deletion in exon 55 Frameshift; truncation

Unknown

MGl LTm B GAT2 3R 1ISRT L9
W, SHR O U N EE AR LTz, iy
ﬂWWﬁAT@fﬁ%FLTMto@A
8.3mg/dl LfKfE% 7R L, ConA, PHA |Z%f
T ARG BIET LTWWe, SERLOR
BETHY . AFP b SEA 7~ L, B E ik
SR NIMRFRIEIC G T 2T A CTh - 72,

Y21\ E% & B LT-Ataxia-telangiectasiafEI(GAT2)

Eﬂ 128% BR
BB s \HTfERE

KKE BT RzILbL

BERE 0633, 2100l THE, BEBEHCREBEROL MM o1, £k
18y AIHETIE, EXREAORELRL ., FO%. RS HFEEE
REEENHR, BRELEDONT, TOL0. TEFITHELThh,
BEERIEHK. 19A, IGEDIET . o/ RSB RGABIETH Y, A-TEBIRE
hiz,

BRE TH6E11R (1282 B ZH LY UL SHOMKICR Ihh T
A RERIREAEICRY BN OERBBRSh TU ., LAL, T
MTEAB R EHNSHUVEHUL ATOMKNBO SN0, BE4F25
B B TARE ST,

SRR B K128cm(—3SD). {RIE28kg (-1.7SD) k8 36.5°C AR
70/min, BHBIUTT/AFOIEERSY, BEEREEOERMENE
HY . BERYL s SH K F2emB LU emE 2B B - 1.5cmE1BRE,
BTHLCBBYLSMaET,

TR, B, MBS THLUERIRRSHY

ARBREMR

&2
Rl
RBC 534X10° / Tbil 02 mg/dl  EB-VCAIgG X640
Hb 136 g/dl AST 29 1U/ml EB-VCAIM  X10kH
Ht 423% AT 201U/ml  EB-VCAIEA X103
Pt 36.1X10° /) [LDH " SRTI0/L|  EB-DRIG X10
WBG 10000 /41 Ca 42 mEq/L.  EB-DR IgA X10K8
Neutrophil 816 % Amylase 19110/L  EB-EBNA X108
Eosino 34% CPK 62 1U/L S —
Baso 08 % BS 8t mg/dl | GalF  HEBBEIURMICRYE
Mono 51% CRP 0.35 me/dl SHIR
Ly 845 ESR 11 mm/hr ———
k3123 R
Na 142 mEa/L  IgG 1155 mg/dl
K 38 mEa/L x:E 83 médl
o 100 mEq/L  Igh 318 me/di
BUN 93 mg/dl E 0.1 U/LBLF
Cre 05mg/d C3 112 mg/dl
™ 7.2 g/dl c4 30.6 me/dl
Alb 41g/d [PHA 1291
[ConA 16895 ¢
CH50 38.6 U/mil
AFP 2989 ng/di

F 2T, MLPA JEIZ LY . ATM D4 63
T ATOEMRNT LT, T ORER, M1
WRTEIICBEEFZOR, by Y
YA E N, KEE, R, LB
ATM OELEFREEITERIIEE LR
WwWeEZ LT,

GAT-2
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GAT-2 &

”I 1
ITI HSET ]I 1 I TTHTHHIR
lIIIIII!' [ ]! !I-'l i”ll}llllli

l|'l .mml I i . n! h il H;; :.m n
GAT-2 l
"I
H[ ﬂ 'H{ ‘i ﬂ ﬂ } ﬂ' H'In!

l

N

5 Ll

YOAORIAIAINRIIN nuu:ss:a

Jfg%g‘g%{%‘“{ggﬁj i{%"gs{ sgajl

X 1 MLPA IEIC & D ATM &= F AT

D. &%

B A A R SRR/ NIM AR O 2 T i
R OBEND O, /IRKFE, a-7 = b
TuT A UEiE, BMmELE, gl L
DRAEOENREETH D, HHEA 2R
NEDHzE, BRE, ﬁ%LWMéhéﬁ
AbdH DN, BN RGBS ITRHICER
#é%ﬁ%mﬁ<&mo%®i9&%6\
WEZEIX, B TEROREICELD 2 S
N5, ATM B TEEZMITLIZE A
7883del5. IVS33+2T A3, AF D EHMME
TR/ N FRIE [ B T B tlepy k@ o
ﬁ%&%z%ﬁﬁoiﬁ‘ﬁﬁ@MMMD
ERUMPFAESNRWVEFNLEHY ., FO L
I IIEFNZIL, 4%, MLPA V5T, ATM
BEFORERREOFEIZOWVTHRER
BHELEZ LI,

Z ZCRAM MR PR AR/ N R R AR
D ATM BRTOKRE, BEIZ OV THRE
L7-, MLPA iEix. ATM EI5F DOFEHERK
B LT, B, EMITHRHETE 25k
EEZ LN, REBETIX, ATM BIEF
DR, BEIIBREHINT, REZEREM
A& PEAR /NI R FRE DR BA 2 7R LTz
Ttk ATM BETER L OBFEIZOW
TiX, EHITRFNRRELEZ BN,

MLPAEDOEETREAELT,. 707
L— k& LTHWS DNA OHEIZ LY
B MR EZE L A EESER LT
LN, AEOFBRIZ, 2= Y L bR

RSN TEY, A7 ha— LT K
L, EBEICOWTRIBIZAEEE B 2 bz,
72, MLPA ¥ETIE, WAL TR, &
HTE72W0WR, ZOHEEETDPRNEEZEZD
"o,

Cavalieri .21 ADOA X2 U T ADOFEHM
& JEARME /N R FRE B O ATM &isF
BEREMHT L, 4 NIIREETZIZEER D
ST ERE LTS, Tex BHE L7-FEH
& YR/ NIK R FRE B O ATM s+
DHENTORWVWEFIOFIZ, REET
TEEEZETABRENGFETILEEZLD
., 5%, SHIEFZECL TRIFTS
FETHD,

E. #5

AR H 0 M i 5 5 M N I 2R FRE O
ATM BIETEREZMT LI, TORKE,
7883del5. IVS+2 (T>A)MS A 4kiE 72 18
EFEREEZONTE, REOTLVALD
ATM EBFEE L2, B SR WER
H %<, FDOLX D RERFITIL ATM BisT
DK X IR R EDFET D RN
NE X Tz,

MLPA 1 (3 56 4 i 5 fR AR /N i 2% R E
DIFEFERTF ATM OREE-IIEELE
FIZHRHTADICERATHLI EEZ LN
7=

F. R ER

iz L,
G. WFE%E
1. FRCEE
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