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TRPS LT B R B MW & ORI R RAICRB T 2EERT Th H, TRPSLER T DI EO R RILIE RIEE RH
R TH D EEZEIREIEIEERE (Tricho-rhino—phalangeal syndrome: TRPS) DJRK L 720 | BE XM 2B
B ORE | ARIEE LD REREE, B TOBERERIER EIANLRRT 4T3, Trpsl- KOv U 2%
AWT I E THMANRBAIT AT O TE 22, HABERIZI00%6BUE L 785 2 L2vh . TRPSIEF TRO LN LA
% O R E A E T OBFREE ORERT OMAITERECH 572, 40 Trps HER 1O R B ik 2 [F
L. 205/ LEBERESED & THRTrps URR B~ 7 2 Z2AFH LT, FlH Lo~ 7 203 4% OTRPSO
BETF VLY DDA T D E2REDR L LT,

[Fik & fER]
1. Trps 1455 BRAATIAL_EIRELS O~ U A L~V TOF 5 OfFEt

Trps1i& 5 F OHRG FUATRAL_LIICTrps R T RERICHH L 9 2B A G 2 & 2 YR ENL T TICHE L T
W% (Nomir et al. Genesis 2016) , £Z T, /M7 aT—¥—%% L, BB LD EFEFA700~4700bpD
Kdkb & KL ST~ v A& EH LI (Trpsl AF0VARM) o X B2 FIOT YA OTrps A 2 KRS B Te~ T
A (Trps12™M7) L RFIZ LV EH L, KRBBUFNT 21T o7, TOMBE, MR E HICHRERE THFE L., HREZLYL
WZHRE X0 Tz, Trps1 2™ T o R BAfHI O KEEM (Psoas valley) ZHREEDFEE R 23807,

2. ATAC-seq (Assay for Transposase—Accessible Chromatin sequencing) XUt A k AEAGChIP-seq
(Chromatin Immunoprecipitation sequencing) (2K 2 = —EEAITEIR DR
Trps DEIBFABOA =7 7 n<F U L BWEEHL SN TO O FEIC A DILD & 2 F Bz TN &
L7icx= 5 ) AT~ 0 A LD L7 E ML CIT o7z, ZORE. TroslBEFEOHIA > brNT
ATAC-seq. ChIP-seq (H3K4me2. H3K27ac) TV — 7 NE7ZR 181427 A (Enh2, Enh3) FH L7,

3. TN —EHES DA > B b 2 TOREEPEIERE DS

Trps &G F R OMBEMES] (Enh2, Enh3) 243 725 —BLR—F—_y F—cr7n—=7 Lk, =
T A IR PR B 2 B ERE L A AR E A, ~ U REEZEE LD PR L B IR, iREaRE (ATDCS) |
Mg B MIagE (HEK293) 12 LR —F X7 X — 2R TE AN LEBISPEZIE Lz, €O/ E. FFIZEnh2i3 4 E 5
BRI X — L i L CIREEENABEICER L,

4. T VNSRRI A 2 W KR S e U AOER . SREVARYT

Enh2, Enh3%Z{H % |[Z/R%SH 2~ 7 X (Trpsl A2/ Ah2 - Trpg] AEhs/AEhd) 2 2% 7 R K ORI L=, BAFF
T 5 RRIFPCRIZE DB FHETITo7ce EORMHEE THALA LR, AROT VL DOTrpsEEF & KK S
Bz~ A (Trpsl 2™ | Trps12B7) TTrpsl 2P0/ L GO BEi DPsoas valleylZJERE R 238 7=,

5. TN — A RIS T & RN I K S e~ T ADVEH . REBIARAT

Enh2, Enh3% & 1ef20kba KR SH /o~ U X% ) AREIZE W AIEH Uiz, WIfF3 2 RIIFPCRE AWV THIE
L. EBICATTA L IR EICRENRRNT L ZRI-PCRICK VR L7, 04 OfEss « kAR L., Bis 1%
LV OLEE U 7V A APCRIETIT o 72, £ OFER, Trpsl A3 AE < 1) 2 T O Trps1 O FE LRI F 5 C




BFLTW, ZO~7 AN E CAF LRI L ATRETH > 7278, BN E THAR~ T X L0 LIKEMNNAE
WD lehotz, £z, kB OPsoas valleyllEERGRER T 2580 72, MEOMNT L0 | E%40R CTHBILME
FEYERAL DA RALDSBIE L Tz, AT U A OTrps HEB T & KK SHTo~ 7 A (Trps1 AF47) T, pRERLLAT
LT LU AR Lc, AT LEALBERREARARELRD, SOICHERKMEOBERE 2R DT,
FERRF I — 30 0 R TR L PR A M A A B b T ISR B I Ok F AR 7z, BB CTHLHERBERET AR
B, ARG R CII BRI LARE C b KERE O R B D AR S AL ISR MR 2377 L Qo Z O R M ClI2nEk
< 7 ATRERONARN 238D 7,

6. B AR MRS T > & A

B R OB AL O BEIEREIC F 53 5 03 F BT Trps AIh2/Abth2  Tppq] AEsh3/AEnDS Ty q | AERh2/3/AERKL/3 (7 s
Wl L0 WCE R A TR L. BEE T COMIRBIET v b A B4To7o L 5, BFAE6H B TTrps]anh/amhs
Trps 1AEh2/5/ABN2/S L GE /-7 9 [ Clrps [AFIZ/ARE  Tpp o ARKY/ARS Ty ] AERh/3/ABSR2/S L 57 /96 o0 B -G A 25 |2 BY A
REDIKN N & REB o0 7,

(%5

25D Trpsl T 2~ P — AT A & [RIHFIT R28 & 72 Trps 140h2A/AMRS < vr 2 13 /R D IR BLICE B/ %%
R, IHEETERE R 2 H B L < RO, Trps1AW/3/am2S—< vy 2 I 0 4K U 7= B8 il M 1 TR AAE D1 T B 38
DHENREROEBICHEL 52 TS Z ENRRENE, JF, KEHMNZ EEEA L L CRlREICEER AL
7273 T2 Trps [ AB2/AN2 - L Ty o ABRRY/ARRRS - 77 2 705 05 GR4E L - ORI C b 538 N CHETRME O MR &= 2
LB, Trps1 BB LSV ORT 25T 2HEMARERATIEE L TV 2D Z AR I, TroslBETERT
UILRESETrps 1B FHRBE & HITE F & W72 Trps182 < 2% L BEARIFEETFREES L BEEFTON
BHRAL, B DR O RIB R BIE A RO T2, AR Uo7 SEE~ v AR L~ THERE L T
WD ZEDRHER S, S HICTrpslBERTFORIANBZE L EHOS / AERTHI S NS Z & T, HEZ2EET
REMEFFETREICL TS D EEX BT, EH LR O Tlrpsl Ah2/3/ 80282 vy 2 355k L < A, 1
EULAEFARETH o To, T ORM TIERBEH OB E 78 L A% OTRPSIHEDO —H O FHR A MR T& /2, Trpsl®
PR v 2 DREEREIR DAL ITEN D . R E QWA FIITRPSEE TH LN LW TH Y . AEEH L-~
U AR AR BETE & 72 DTRPSIHBMEAT D12 D DIRBET V< T AL LTHITH D LE 2 b,
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ABFFEIE, EREFRBERETH 2 BEZAKHFIEMBRE (Tricho-rhino-phalangeal
syndrome: TRPS) OJFKE{AT Trpsl ORBUHIEGEE D 7/ A5 EZ K SHEDH 2 LT Trpsl
BB~ 7 22 FRUAE L, £ ORBZ M+ 25 2 & T TRPS ODET LT ALY 5
HNEREI LTI D TH D,

Trpsl s DR BHIEFEIROMAH] (Enhl, Enh2, Enh3) ZHEL. 7/ AfREICLY Li%
FHHHEIR A RS To~ 7 A B LORBHEFEEIM A THAOT Y LT Trpsl BG
ERRSEE~TAEBEH L, ZOFEE, Enh2 & Enh3 HICH 7 UL TRESEEZ~v T R
F L Enh2 & Enh3 OXKITMZ THMOT VLT Trpsl B FE2 KK ST~ 7 2T,
TRPS & DAERDEROETE ZHRINCHIT L Z LRGN ERoTo, LEER-T, Th
5D~ T ARMIZTRPS DEFT N~ AL LTEZYTHD I EWNRBRENT,

LLEDmRIX, BEEEEEEREREOMRE & TRPS1 OB HHLERIC I 1T 2 HRE O BRAR I Bk

HHLOTHY, Wt () ORMEEET 5 L0 LR 5,




