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REEE T EREERETE |

wREA | EREERETERGCFRE ]
5L

Se R VSR MEVTUE (Congenital Insensitivity to Pain with Anhidrosis: CIPA) (11
fEVERGE B Atk = = — 1 /XF— (Hereditary Sensory and Autonomic Neuropathy)4
L (HSAN-A) IZ/3FE S AL, IR - TR, FEITREE, MBS 2 R & 7 2 5 e iRt
(HM) BIRDEB Th H, ZHUTK L BEMEET B ARt = = — 1 /X F—5 7 (HSAN-
B IR RIH R A F L T 223 —MRICHITREESFIES & (13, e RMEHERE (CIP)
EREERL, HSAN-4 (CIPA) IXXBIS D,

AL NTRKL, NGF, SCN9A 0D X 2237 B a— Rl 7 Y o L Z DD AT T A A
EAL I A AR — 7 = =TT L. FICHRH S 27 VVBEE 1%LL T Ofi 72
NWYT 2 MZOWTIRET 2, RBRHBIXE - FHANED 2 ©—HE R RBIUERT
DAEEZACICEE U CIXERE E COMIMAEEH Y — RO — 7 v — Tl N #E e
720, WS RE Ly, (SHREY A Z7I2o0nTEANI Ty ha—F—THRETE -
HOIZE LTI ET 08, N7 ha—J —THRIETE o7zt OB LTt
H L7V, kB EREEELAN O FTREEIC O W T HIRBEEANY 70 bR H - T2 5E121E
W 2.

Bin 14 position (hg38) HGVS. ¢

NTRK1 chrl:156868486 c. 575-19G>A (N\M_001012331. 2)

NTRK1 chr1:156873600 c. 851-33T>A (NM_001012331. 2)

NTRK1 chrl:156881445 c. 2188-12C>A (N\M_001012331. 2)

NTRK1 chrl:156881446 c. 2188-11G>A (NM_001012331. 2)
(1) W|EGIE

MEASEML L7257/ L DNA DD ST DRERNZBIZF O AEXSEa— R
TERT 7 Y L DA v hr VRS ENA T I XA B a b D WITEERR
&L (polymerase chain reaction V£, PCRIE&EME) (CX VML, kAR —74
Y —HLW0EF Y BT Y = I K DEE RS E 2TV, AR
AR T D72 A < B = — NEIKIC 350 2 AR BB o M LBl 51 28 b oA 4 fe 5
%o JWAIME DA DZ T AN E T L0, RLEHFRWGEITMRE N7 DNA 31T
AND, ZOEEITEA OFEFIZL VT HDE T 5,

(2) EYEME KO EREAE
EREICHW S TWD e RF 2 LY 77 L ARSI E O S | IR B R
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(3)

(4)

(5)

(6)

(7)

(8)

(9)

DHEBEZHES D,

EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITREMEZET L0 TIEH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 52 B LA,

HEZZFET 2HEICH > Tid, EBRTHIE 21T O HERER OLAH
WEDEFETDH VD £H A

/ AENPEAE s
FERHERIC TR O HBRCERFUC DWW T HSICitA L, AKBEOH LIAZRDOE R
T HERT A,

BAIRDERRAE S
R IAT D EA AL 1D 208 T~V AE T S -8 msy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

BIEOERE
% ol P EZ5m+ 5.,

BRIE DRI
PRIMAR T, T IE £ T TG R 1 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, RGAIORIM S ), FEEHOFRICEEST D Lz2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

ARG 7 ~ U IXEA AL 1D 70 & ONSIHRIAE B 1D 25tk 7 %,
MRARIEHE L, YRESEEORX AT 5, EREHEIEE 2L TITRT,
- B4k 1D

- WETOMRAEHE (RE4A, BAo— FES. BRI

- [EREEE AT

c A KT A 2 EFOMERR
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(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) HREB/HHE
7L

(14) REOBH LiAL, BRWEb#E
PASHENEAND T S DNABFZERT Bl FiAsE (O B FRA=)
T292-0818 TR AR HHIA S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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