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Oral-facial-digital | {OFD1}
X-linked VACTERL-hydrocephalus (FANCB).

(APlSZ)[ Turner, XUMR-hydrocephaly-
basal ganglia calcification

Coffin-Lowry (RSK2}
Nance-Horan (NHS)/'

Pyruvate dehydrogenase deficiency (PDHAI)/
Glycerol kinase deficiency {GKD) ———p
Duchenne muscutar dystrophy {(DMD) —pp b
Ornithine transcarbamylase deficiency {OTC) ~———p
XMRE {Renin receptor; ATP6AP2} —————»

i H

Cerebropalatocardiac {Hamel),
Golabi-ito-Hall, Porteous

—_—=

{PQBP-1)

Epilepsy/macrocephaly {SYN1}
Stocco dos Santos {KIAA1202}
XLMR-cleft lip/palate {PHF8)

Menkes disease {ATPTA}

Phosphoglycerate kinase deficiency (PGK1}

Allan-Herndon {MCT8, SLC16A2)
Cantagrel spastic paraplegia (KiAA2022}
XLMR-macrocephaly-farge ears (BRWD3)

KLM&

/
/
/
—k

yperekp i (AR} )
Mohr-Tranebjaerg {DDP, TIMMBA}
Pelizaeus-Merzbacher (PLP)

Mitochondrial encephalopathy (NDUFA1}
Danon cardiomyopathy {(LAMP2);
FG/tujan phenotype {UPF38}

Chiyonobu XLMR {GRiA3}

towe {OCRL1)

—
Simpson-Golabi-Behmel (GPC3}

Christianson; Angelman-like (SLC9A6)§:
Fragie XA (MR > £
Mucopolysaccharidosis HA (1DS}
Myotabular myopathy (MTM1}
Adrenofetkodystrophy (ABCD1}
Rétt; PPM-X (MECP2)*
‘Autism (RPL10}
Creatine transporter deficiency {SLCGA8)

—

*XLMR-hypotonia-recurrent infections (MECPZ dup}

—

pz
z

e Autism (NLGNA) Syndromal
Telecanthus-hypospadias {MID1) XLMR genes
£ wions (Hees)

< X{MR-infantile seizures, Rett like {COKLS, STK9}
Spermine synthase deficiency {SMS}
fchthyosis folliculars, atrichia, photoptiobia (MBTPS2}
«——— Partington, West, Proud, XLAG {ARX}

Norrie (NDP)
OFCD, Lenz microphthalmia {BCOR}

Monoarmine oxidase-A deficiency (MACA}

é‘rumer macrocephaly (HUWE1)

Goltz (PORCN}

i XUMR-choTE03thetoSs (HADH2

}
@ y-finked Cornelia de Lange {SMC1L1, SMC1A}
Aarskog {FGDY}

e XLMR-cerebellar dysgenesis {OPHN-1}
4 Gfaham coloboma (GBP1)
“4-—— Opitz-Kaveggia FG, Lujan {MED12, HOPA)}

+«—— ATR-X syndrome (ATRX)

XLMR-short stature-muscle wasting {NXF5}
Epilepsy-mental retardation limited to females (PCOH19)
X-linked lssencephaly {DCX}

XLMR:optic atrophy {AGTR2)
XUMR-hypogonadism-trémor {CULABY
ey XLMR-nail dystrophy-seizures {UBEZA}
XUMR-macrocephaly-Marfanoid habitus (ZDHHC9)
Borjeson-Forssman-Lehmann (PHFE}

XUMR/growth hormonie deficiency {SOX3)
tesch-Nyhan {HPRT}
i NSDHL{

Microcephaly ia-dysmorphism {
Xinked hydrocephaly-MASA spectrum {L1CAM]
Peri icular nodufar pia; O
Otopalatodigital 2, Melnick-Needfes
Incontinertia pigmenti (NEMO, IKBXG}
Dyskeratosis congenita (DKC1}
XLMR-macrocepl Ir

=

-~

1 (FLN,

FLNA)

¥ { }

Greenwaood Genetic Center, updated April 2010 &t —#RR l
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O  Missense mutation
® Nonsense mutation
®  Splicing mutation
Frame shift

8 Jv Insertion of pseudogene
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(ATRX, DNMT3a/b, DNMT3L) Chromatin remodeling domain

(35 exons, 300kb of genomic DNA, 10.5kb of mRNA)
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BRI ATR-XIEREED BARANEF B ITAATRGEEGEFEE

Patient # Family # Exon/intron NucleoEide change Amino acid change HbH
1 1 2 X2 5 +
2 2 5 ¢. 370G>T ., r [243_484del] p.R81fs -
3 5 c. 370G6>T,;r[243 484del] p. R81fs -
4 3 6 ¢.390_391 ins A p. E131fs
5 4 8 N179S p. N179S +
6 5 8 c. b36A>G; r[532_594del] p. V178_K198del +
7 6 8 ¢. b36A>G; r[532_594del] p. V178_K198del
8 7 8 ¢. 568C>6 p. P190A +
9 8 8 p. P190L +
10 ] 8 c. 580G>A p. V194| +
1 10 8 c. 5811>C p. V194A -
12 1 10 c. 667T>C p. C223R -
13 12 10 c. 668G>T p. C223F +
14 13 10 c. 687G>C p. L229F +
15 14 10 c. 695G>A p. C232Y
16 15 10 c. 71271>C p. C243R
17 16 10 c. 1341>C p. L245P -
18 10 c. 134T>C p. L245P +
19 17 10 c. 1360>T p. R246C -
20 18 10 c. 1360>T p. R246C +
21 19 10 c. 1360>T p. R2460 +
22 20 10 c. 1360>T p. R246C +
23 10 c. 7366>T p. R246C +
24 10 c. 136601 p. R246C -
25 21 10 c.-136C>T p: R2460 ¥
26 22 10 c. 136C0T p. R246C +
27 23 10 c..136C>T p: R246C +
28 24 10 c. 1360>T p-R246C
29 25 10 ¢ 136C>T p.-R246C +
30 26 10 ¢. 736C>T p. R246C -
31 27 10 c. 1360>T p: R246C +
32 28 10 c. 194G>A p: C265Y +
33 29 10 c. 7197A>6 p. Y2660
34 30 10 c. 1727COA p. S576X +
35 31 17 c. 4654601 p. V1552F +
36 11 c. 4654G>T p.V1552F +
31/ 32 18 c. 4744 4746 del. p..11582del
38 33 19 ¢ 4865C>T p.A1622V
39 19 c. 4865C>T p-A1622V
40 19 c. 4865C>T p.A1622V
41 34 19 ¢ 4870G>A p.V16244
42 19 c. 4870G>A p.V1624M
43 19 c. 4870G>A p. V16240
44 35 19 c. 4934T>C p. L1645S ¥
45 36 int21 ¢. b273-5C>G; r[5273-5448del] p. Y1758X% +
46 37 23 C: 5498A5G p. Y1833C
47 23 C.5498A>G p. Y1833C
48 38 23 ¢.bh40A>G p.Y1847C +
49 39 23 ¢..b540A>G p:Y1847C
50 23 c. 5540A>6 p.Y1847C
51 40 27 ¢:60526DA p.G2018R
52 41 29 c. 6253C0T p. R2085C
53 42 30 c.6392G>A p. R2131Q +
54 43 30 ¢. 6406G>A p. D2136N =
55 44 int31 insertion of 2kb from chr.2; splicing abnormality =
56 45 int35 ¢ 1200+4A>G; fs =
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ATR-X JERRE DR (FRK 21 £EBEASR)

[ L]
UERFEIR - FTR (>90%) (5 ofiix 1%, ATR-XJEMRE 4 58 < B 5 FT )
1. BERsE
2. EERMIEDRE
3. FHEBIBRT
BE P OEHOEIAR (AN k&, BWTRE, SREAEE, =40,
FTERMOZEN M), NEE, BT EAL
4. HILBHROREH
ZeSMETRE, IR, B AREYE, ERL A LU R, REEES
5. RERAYGER - 17E)
FA OIZZE 5 ARG 2 F5%
ZHRDENFE, BEO®mSY
HEER iz SbZE o L Ly, HWEER (FBx235. &¥)
B M FERRETS, FOOLEBICET T, HEREE TS, HDHW
FEE LDATEE
BT 4

EHEEICERD HEIR - FTR(B0%LLE)
B R
IHMALEERERBELEL T D). HiREET
SRR D B
INFERL, ERRERL. R, AMRSMEZRER
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zeA e TAE, R, BASEWR, B A LU A, [EHSE
BROBRE
SEHEY OFe. FF b IBEIRE. BRI O & thiie
®E B E
R EEORE
HEAERR : fifREEbES & LA
#EES) : f8% 23 5 (pill-rollling),
s B FERR BETA, HEFOOLERLTEX LTS, HoWETET
LD &) ethE
BIEATA

R
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(=Bt RITH 20%)
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IRE Bk, #

Z DAl
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R
SHES MRI ; RO 8 80 (ZEHE . IR RBUE). BEORSFRE
ATRX BinFERDFE
(HIFR T, ATRXBRFERPHEEINTZSEODHEEZRESND)
[BR5+2IT]

Jufa (R B EE (OIS )
JERMEMREHRE (7 I /B, AHER, iR - UV BB, MIRH R, ElFHmER L)

(82512 Hr]
HERBHERCHELZ 2T 58 TOER
Fragile X fEfRE
Angelman JEGERE
Coffin-Lowry JEGRE
Smith-Lemli-Opitz JEMHE
FG JEfE#E
ATR-16 JEERE
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'

e RBRnn
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15:&&& (AG.XY)

FEhES
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I

HhlEE HLHIRRE

' \
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SEREFN EREEY SOVFEYEFYLY
ATR-XSERMEZHEE FAA rofiin
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&k 3
ATRX JEEREORZE 2 ZH LD ZFKE, EREOFA~

ATR-XJEEREIL, EROEAGDEND, BRBICZE SN ET,

BHOBE S A, BEOEN, FEWLBESLLRH Y, KMEMIKD Brilliant
Cresyl Blue 62 C /v 7 R —/VIR(HbH 51 O IR M ER S HEFR H 3 C | Yet ki
HETRELROL2WVGA ATR-XJEFEH 28 L CREVW RV EEBZ b ET,

BEFENRZHMEFLEINDIEES. Y 2 —TBHOBRRVWAZ IS THEX
T3, HEICZHHENTWABETHDL DT, BEICHNDEHITER T,

(Lt 7 —I2BiT 5 —Rry 2k iE]

1. ARAH MK @ Brilliant Cresyl Blue 442 C HbH 5 O AR M ER D F M % fe
wLEY, (HoHEMTH, RICERET,)
2. IfE 7> B L7z DNA 2T, RIS, 6 BIDBE S A TERNK

Hahaxzr V28,9, 10 D—EHEZMTLET, BEBRODSRITHUR,
o= s v gk (=7 Y2 1-86) 2 NN—L Ty —7 U AETVE
7
3. P ETERBRONS R WEA ATR-X ERRE TR/ BRTFE RN,
- HBHVIE, ATR-X JEEBE TR VROZBOSEERAH D 4, AIFEOA
BEMEICRE LT, RNA ZH W f@itr e £9,

WL E R b D]

1. WA B S ADOMIK

~ND RN GRFRREORME) CRIK5ce #FIRTREY T,

= IARADSO MR (B, Ziek) BMETIEHY FEA0, BRI/ B
SINT=HE. HEROTOULBEIIRDIENHD T,

2. AEE (=)

W7 7 A0 (atrxl,atrx2) ¥ U a— RFLTBHFEVLTFIWN,

3. BESADHKREHR (KRR, EEERLY)

[BFaygiz THE SN ORI, ZHEEHEE LW L]
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T232-8555 FHA) I RBRIE TR XNV )1 2-138-4
MZJRSLZ EHERE ¥ —  HRAR
AL

E-mail: twada@keme.jp

Tel. 045-711-2351 Fax. 045-721-3324

2. RN EFEEREE THER T SV,
3. AN L - BIZBIET A Z L ABT THEHITNIEZEAY £328, AlRERR Y

ISV LETOT, HEET SV,

C BEROBFICE > T, 1y AUNICHRPHAZ b H VD 305, Hr H
UbEmbZ bbb Ed, TEREEEBNTLETH, ZTARETNETE
FLEd,

. BEFZINT. RICEETIRZRL . ERZZHOBITTHY, BESA
HHNITFIRICE o TUIAF— R T A VIS T LR BEINED
BEVEEZCVET, BEFHREDOHIIZLLAA, REBELATS
B, FOBOEMH R 70— HDEWIE, RO BAERTRZEZR E4+07k%
RESLETT, BAANFEEEZROAIWVIIHAERAI Y ) V7%
AEOHRKELEMEL D WVIIERBRI VY BT LK b8BTV ®Y &
IRMETT, ¥ A—ChHLHIGTEET L, BEL OBV ET
—HBHELTAI L LA TTOT, ZHKRTIV,

MNRSL - EHEEE ¥ —COHE Y ERM - FEA

MRAE RESBC AARAEREFEEE BREEEME
BEA BEBEE AAANEGERFREE BREEEME
i WEIEF BANBEERFRRE BEEEIY BT —
AT HAEX HANEBERFERE BEEBEIVE'T—
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FEL4
ATRY BARFE B O IZ DWW T OFHIF A

(BB - BisF L)

[(ZDOFDOBEITBREAE, ) TZOFOHEBIIBEIAE TS, ] LBERBRINTHS
Lo, THOBERFITibs 2 &) & NER) EFFOET, o HEE) 12X, Ekeb, K
DEDIID, FROBVLTEARLLEENET. TH, 20 RG] 13, BEFTTHRELIDT
THEH Y R, EENFToERREICE o THERLET, AOEORIEL WS O NEfx) & T8
B THREVET,

T, EDLHZLT, HoOEED B $5D0TLLIN?

FL7=H AT, $6 O KEOHIINHRY SE- TWETA, b eid, BREADHETFLEBREA
DOIBFEE L TCTELIHEOZHEIINLEED LA, ZhRB, 290, 40, EHEEPHBVIRLT
NEDOEERBE> TN DTT, 2F Y  BREABHSADKEDOERNZHINIEATH,
ZND . DET LG IEREICER (o—) ST, 6 0KETICOMBIC Z DOERPIERIC
BEALRTNLDTT, TOFREBIZTHALON ERF EMFINS DT, 3HMEELS H
L2LVPRTVWET, bo LIEEHIZE Y &, BRZA, BEIANLRAILEGEFZ 1ETSL5 9
DT, 2{HT O3 HHOBGEF N —2>— DDA EN TS Z L2720 £,

BEFIIEER ERORFR] &WobiF T,

CATRY BACF B R DT OFFFA~ DR 11220 T
HHBLFOREDRROERE & RBGEITHE, TORKOBESAVDBLGFZHRHISZ LIk
DRBICERLTHZENTEET, ZHEZIE XV IFHZLICEY, KREDTRITHIERS 20N
T WWEELREDPHREICRSFREERSH D £3, I, BEIARALET TCERLOBED S
b, WROTHL, RYRR, RHRREEZRAADLZENAREL RV ET. 2. ZORRPKRD
HRICEBET A AT SH 500, EWIBEBRIT Y U ZICBELOFRENERH Y £,
IO EBTFEZHMEICEE L B0 E, ZORMRE AR EZEDTCTEAETD
DYRLTLFHHLET. s Lb2abAVARLNITV O THERB LT EE0.

Rl HbOHAE+REE L7 BT, IRICH N L ChiREOREE L THLEVWEEZ bNEHE
2, TEEFZERIC OV THIOBRBOMRE] ICBL4T A LICEVRIBELTHEE N
BoEd, '

(ZOWFERAIL 2D

X E{a V7 I7 - BHEREGER ATR-X) X, REROD>TIKEB T, BATOREIZHEY
Z< BV EBATLRE, UL, 1995 £I2 2 OEBROFREL T ATRVEEBED RO | Lk,
BATH ATRX 2B ESNDEFAN 0 G2 ELE, ZOKRBOMLHAEZEFET ST, £<
DHEKRNDEFZBFT 2 Z EMNEFICEETT, ZOWEOHKIZ, BAAD ATRX BESAD
BT EITO. FRE2BRS. T2 281280, BRAICHE LWERF2WELELT S
ZETY, DI LILLY, ZLDBEIA. BFRCK LT, LY EMLBEEIV Y VT
TTOZENAREL 2D LW ShET,

ATRX E WO RRIE, BEOBNEZ/EI AR TTL., ZORREIISN> TOERA, ZOI LHF
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B S HAUE, ICBEERE & 5 ATR-X LA ORRIT TN L TH . IRFRIEDHZEI 7203 5 ATHefE
HYET,

I DEERIEGFZH O OIE LN 2 RiFE, BEFORRBICH > TREEITOID TH A 2 B
LEERLOERDARENID Y ET, SEIOBREIIEROEFRFUZHE D 2 &KL £ D,
BlboBEE+545 T8RO L. bbb T, REZBRNWIELET,

i)

MEERNETR, RILOFETEEITPRLTCOAIREBEOKLEDYH Y £ A, ZOHRMIZE
5725 AL, BAEED ZEUAMIIEEAEDL D ERA.
MEIZEENHSDNARRNA LWV IMEEZEY L, ATRY BEFOHEELZHITLET. H#~
HBEFOFEEEEMT AAREELH Y ET. ZRLRAMOAE EDO X DIZED D, FER L DBEFR
189D I DOWTHRET.

BRENCIE. BEEG T ARV R F OB EEFERHST, R LET, . AIRVBIETFORE
WWEVBIXRIEINAZERFLNIENRTWS, 7/ L5 DNA OZE{L (DNA D A Fk) ZF~E
T

CHFgestimiZe & & Rz e &)

HMAEN BT, FEAFROEESCTIEOMAINEDRERICZIEE K- S RWREENT, Z 0L
HEONBERDIZENTEET.

I D L CET 2D E I DEEZ HT2DHIT)

(1) ZOMEICEB L TETANE I, 2bhbLMiElT 260 TiERd, ZTEHDEET
WD TWEEXFET, 2. BAENRLTY, BROEMETT DLV o72T0EIRELHY
FH A, :

—HRIZEENFEBETH, EBXBEDLYICh-oT26, VOTHLXEICLVRIEEZHET S &R
TExFT. FOBRATERR L MBI FIT O RITEES L, 2FaaD 2RI
DEDICHOSGND Z LEd 0 HA. BEFHITICET 2 EEORBEDORADL, ERBICE
WTIRELET. b, 205EL—H2RELLETY.

(2) BIFTEZTEHAICE 2 ORI E L ORI

BE S AOBRROZEBERNICIE> & V5V TWHHAN, R CHREFHEDOEVD Ro0

B, BOoNGRNENS ZEN, BESABTOZE, BEZEAT I DI THELY EEA. 2K

L, BROFEL 5B EFEES RO EHAIE, BESAD ITHFRIZOWVTHRNLND
k212720, ZOANESLFROBREBRICER CES S RELRHY £,
BEXADBRROZHNEE R > X Vo0 TWARVESE, RREAEZTEEFEEN A OMN

I, BN L VEEICRVET. &5, B C UL 2HREEO S SIEREFANI - T, FHIRE
ROTHHHEBEAIT I LN CEBHEALHY £7.
BEXAOMBEEDELS, ZORRTHIADRRK L 2> TV BB FEENR DI THIUE, RRD
ERE 5 BEFORELZZITMROTHENE ) E, ZIEHECZH CEET. LEOBE. ZiTik
WTWANnEbrE, BAOFEL~EBRBLRNI L b Y £,

16




BIRF2HE2ZIT 28I, REZELTD, M2 08508 LNLERFAD, YR T
12, Bl o EMREEMHL TCWHWETO TGS TE AL 5BREVW-LET,

(3) BlFEZWEZIT R TRIZTRIN D AR & FlE

BILFRWORRIZE D Do 7e b LW LWERERD Z LN TEETA. TOHRIC
RYRLTVEGFOEEEFF > TNDEIMNE I DT &Y LW, REPREY ET. £, FiR
DO DBIGFZBOREPENS S LOLVEYA. BETFR2EEZZ T 2THE, Thick- Tl
b LR WHT AR T 5 Z e TE £

(4) BABRIIMAIITRS LERA
BESAMANDOEREZHRET D Z LT, TETED bR CEMORSE T, BEFRIZZOR N
THERbBEIZEHINET.

BIRFMIT ORRT, AR L 912, B ZEEIZIT> TOET. T2 BGT 500
(2, HRTCORBRLBRERD OILERT, REREPHIGI, RDVIZHLIFER 2T ONET
(B4ML). Hf s ZO/E L 2T DRIERIT, #BZ R LU 72RBE CEA GRS Y
ERIAEEICRE LET (ERATREAL). 29722810k oT, blicOBBETOMNTET
DEITIE, OB T L TWLDONSH0 EEA.

(6) BIETFRITOREROBEXDHES

BRFIRT OFERIZOWVTORBE, RAEZRIHRICBEZ T2 L2 FRE LTHET.
B UBGEFEZTMHONTHE S LAARWILBGE ~OEKICOW T, T2 AABNTY =
EERFRIE LETD, THOLLITHYENMTI ZELAEETT.

2B, RABEREZMSRNTHIEWERINLH L VILERTM LR L TOEEAR, BEF
T ORERITBBEA LERA.
BEFRITOBRICOVWTHHAEFLEINALAIE, BLHTIEZ .,

(RET A ADBBEEBEFITESZT 5ARANTIEHRVEGS)
RIEEDPBIEF2EEZT 558101, BANIC, BHEZEORDIZIEU T, BEEZITIOER
ERALET. ZOBRA, RKEEORNEHAL, ThE2BEELEY. 72, RREEAAD
HEICHAZ HLE L CO AR, BRI, ZORBEFICHHELZ LET. Z0BA, BES
DEREZHERL, ZThEBEELET.

(6) fRETHERDARE
THACE o THELRMRDORRITL, BAP#ETHLINDNLRNE L BT, $A0%
WM E TREINDZLBHY £

(1) 5HHEERENAE Uz & &

BT ORIRE L TREFER EPAEC D WREMD H Y 125, £ OMHEFITE, Mo, R’
Mk 2 ST IR LU EEEE R EICB L, ABORBERICIIBLERAL. 220
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