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MAIRE - [REERE R

BES - [REREEERC T RE]
S

BEEREEGRE L, RV — D UIEGRE, = — 2 Ly TV Y VHEBERE, KID (keratitis—
ichtyosis—deafness) JE{ERE, K7~ « v+ U IEERE, TEEERIE. 2384
AT 7 H—BRKIBIE, X SIS PEFAEREEBERE, ichthyosis, brittle hair, impaired
intelligence, decreased fertility and short stature (IBID). Trichothiodystrophy,
E A A fdE . CHILD (congenital hemidysplasia, ichthyosiform erythroderma or nevus,
and limb defects) JEERE, Conradi-Htnermann-Happle JEMERE % & e,

KR A& TIlX ALDH3AZ, ELOVL4, PHGDH, PSAT1, ABHD5, SLC27A4, ADAMTS17, KDSR, MBTPSZ,
EBP, NSDHL, SUMF1, VPS33B, SNAP29, VIPAS39, DSG1, DSP, SPINK5, GJB2, GJB6 DX /37 '8 2
— NIk Y > L ZDOMRD AT T A AR 2 | KRS — 7 = =TT L
T ST VABEE 1%L T OR7/2 30 72 MZOWTHE T 5, Y — MR
R =7 o —DF =2 OMENBERG T, o Tk L 2F T ) —
— 7 Y —TOMNT 21T 5, 7ok, REBRE « fAEO =2 B —HERA-ORBIUE R 7/
DHEIEZAGICBE LTI, B CoMME A EH U — RO S — 4 o — TR
IR WERMG L L, KREY A ZiconTid, ATy ba—7—THRIT
ELELDOIZEALTEIRET D208, NV T 2 ha—J —THRIEHTERP>THDIZEAL T
R LRV, E o BREEEEUTIN A, FREOMEECS AT IZBINT 5,

B4 position (hg38) HGVS. ¢

ALDH3AZ2 chr17:19657731 c. 681-14T>G (NM_000382. 3)
ALDH3AZ2 chr17:19657731 c. 681-14T>A (NM_000382. 3)
SLC27A4 chr9:128353006 c. 988-19A>G (NM_005094. 4)
NSDHL chrX:152869245 c. *129C>T (N\M_015922. 3)
VPS33B chr15:91007584 c. 499-11G>A (N\M_018668. 5)
DSP chr6:7541235 c. —681T>C (NM_004415. 4)
DSP chr6:7541543 c. —373G>A (N\M_004415. 4)
DSP chr6:7541614 c. —302C>G (NM_004415. 4)
SPINKS chrb5:148086393 c. 283-12T>A (NM_006846. 4)
SPINKS chr5:148104940 c. 1431-12G>A (N\M_006846. 4)
SPINKS chr5:148111948 c. 1820+53G>A (NM_006846. 4)
GJB2 chr13:20189605 c. —22-2A>C (N\M_004004. 6)
GJB2 chr13:20192751 c. —23+32G>A (N\M_004004. 6)
GJB2 chr13:20192781 c. —23+2T>A (N\M_004004. 6)
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GJB2 chr13:20192782 c. —23+1G>A (NM_004004. 6)

GJB2 chr13:20192783 c. —23G>T (N\M_004004. 6)

GJB2 chr13:20193019 c. —259C>T (N\M_004004. 6)

GJB2 chr13:20193022 c. —262C>G (N\M_004004. 6)
() WEGE
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(6)

(M)

(8)

M SEML L7257 ) 5 DNA DD BT D RAERM RSOz A< =2 — NHE
Wy o bzoAfr harEBRERENAT VA= ar HDHWVITEEER
H &L (polymerase chain reaction {%, PCRIEEWE) ([ZX VIRME L, A —7
YHh—=HHNEF X ET ) == U I X DB RS E TV, RS
RO AELSE 2 — RIS 52— > v v 7GRt ATRE 2 K HBUBE E
HWHRBHNE ORI 2,

EYEE R OB 2L
EBICHN BN TWDE b7 AU 7 7 Ly ARSI E O b | (R HBIHEZ R
DAL HET B

EREREICBRARMREEZITO) Z & LT AREMEOHHA
BRZ72 L, AREITIREAMZES 20 TlEH Y TH A,

REICET S HE
BRARDATIZ B2 H A5 60 B2 B BIN,

AIEZZET DHBICH o Tid, RERICHEZAT O FAERERT DL
HEDEFETH Y 8 A,

R DLRER A

RO TRAE D B AIRIRIIC SV THCHB L AR D H LA O
Z AT 5,

RIRDLREUR 2R

R ISAT D EA L 1D 308 T~V b S -8 issy 1 A
(B zesz S RIER M 4S EDTA-2K (F7-1% Na) FEHT)

REDORRE
M Il P 247103 5,
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9) RBiEDORESRME
PRIMAR L, BT T2 1A R E T D

(10) BiIEDREHEAE
FE (7). (8). (9) % FRKIZOWT, FIZ AN CEEIC TARTICHET S
(WEITE U T, RAKIORMES ), FEBOBRICHETS 2 L4 EAET 5,

(11) MEEKEEFERORED T NV OEREH
BRIRAEST Z ~UZIXEA AL 1D 72 5 ONTRRIAEELH 1D 2 fiil 3 5,
MRAKEEIL, YAREREREORREFERT 5, E20EEE 2 FICrRd,
- [EA4{E 1D
- METOREHE (BREA, BAio— FES. BRI
- PRI R TE
« HA KT A BEFORER
- FHRE AT e E

(12) Bz ERBE D CEAERERN OB EREFNICHEZKET 2HEIC
HTc> Tk, HRFEERERNS) £ TRE T 2 DICET HHH
FEAOFAEELFAIE T 5,

LR H IS AR DT, EREBEICIT TR 2T

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHiA=E (O SEEFHRES)
T292-0818 TIEW AR HHIA S 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp

5/5



