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7 )
HSHIC e —— 2000 ; Bitner-Glindzicz et al., 2000 S ]
| Wayne et al., 1996 : Bork et al.,
| 93 4 2
USH1D ‘ 10g22.1 CDH23 , 2001 : Bolz et al.. 2001 601067
|
USHIE | 21q21 unknown Chaib et al., 1997 602097
e e
USHIF 10q21-22 PCDHIS zhlilzglet al., 2001 ; Alagramam et 602083
I— ""' . a 2= b] 5. -
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FHWPIEHEIER CHEZ L2 ST L7z (Yoshimura et al, 2013)

BRI T Ot b iV Usher SEMBERE Y 4 7 LREGICEY L Cid, AT X0 5 B o0 s B IR
ERT L0 LT, WEAREEEX I0REHRI DB TRIET S22 &P MeTnbi:
O, AT R~ 10 RE F CIHIHEEFEOEEREIRE L7+ 0 —3NTwaLEILN
B o FEFMIIEIER MO R M T AR 1R 1000 A2 1 A& 8TB Y Usher FEMRR
5471 ORBHEWEIL10T7 06 AREL SRTwa 720, BREEEREROBE X
Z 200 A2 1 ABREOEE T Usher SEERESY 4 7 1 OBERAEL TSN EZ b
%o BURTBWNE Usher SEEHORIABUOME—FZ 2 v -V TH 700, G, ERES
ERRGWIER AR LA Y=V TREPER LT EE 2 6NMb, RBEBHEAO
R TF BN L QSRS L SH I SNz,

E B4Vl - 2ohofERoEE (EEEEE, BIRE. B, £8) mEiEEEor
EDFERR

HIEREELED b OERD ) B 50%7S Usher EEBHICL 2D 0L SN, EH O
50% t& Usher fEBR LS OB RBEE LR THRELME SN TV 5, (Bardet-Bied! FEMFEHE.
Alstrom fEfE#E. PHARC 72 &) o Usher EEFELSIOZEE CTIL, BHEReBE . BERM. B,
ZIRRE. BB HMEMREE, CAPALR EORMPEEREE) 2L PHMENTWELD, R
B O L BEERIT) L EDIIBIBHPLETDH D,

EAZMICB T, BEERIIN) 2= 2 U2 2700, HROBETF2HERT
HHIEPTRBENTNDS,
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FERMHMEBODBELFEM 2EEst

5.8 (TEF U ALANILN b, #EJL— K BEERERE C1. BEZHE: A
el e kAN M IR [t WAk 2

MR R T 2 AR EFEERIIHEL SN TV v, EROEEHEO#ETE2IIZ 2
HEMFL, €53 VA, BREEELR EONRESHV SN S B Z0RRIGGEH ST
B\, F7o, ENRBHEOMHSEIECEECHETFHICAR L OMED H A Z0OMEDLIE
HEN TV,

MEAEELEICE L CIE 2 BEEIETLL TV nzo, BERETISTT 2HRD
e & . BURREE T AME FISAIS L2 REE 2 Lo LB EOFI . HEITKS 2w
I3a=f—Ta yFEOMIL, NV IAYREOFBICLY. BETARTFEAENICHEVAE
ErTRTr0—VYIa v r7HEETH S,

Fro, BENLRI) AL LTI, WEMERERTOEMLTEA, ERTFEALDE
EFRE. RS, A LR BT HhN T B, e S CRer R
Bdp B VTR MABROBERE TH ) BRRIS A E TIIHFRALELRRLTH 5, LiL
%756, Usher SEREES 4 7 1 OF TR LBEEDOBE W MYO7A Bz TERIIR L, MYO7A
BETFEZEAT LI ETHEEBTHERY BIETHRRERIKRE TGS TEBY ., 4% 0EE

TFRWx AW RSB FEOMT & & O ICEBEEOHLAHEFE SN TV 2R TH 5,

P E HETA ?TT%«@J?J%%
EE IS L Tid, WREOET O M BESVANEOREBMBICIRELTWwS Z
L HE?‘EET7‘~EP7HZ0)HE FERIZEESENEZEZ N0, ALNEFEHTH
%o FHIZ, SERMEOEEEEME L 29 5 Usher JEMERE S A 7 1IEGI 0 L CIEAHIES T ORI
EHRETH ) ZOMRIIWEN TH D LEZLNL2O, RPAPLO N THHEEMPLE L
o T2 RIS OANTHEEMICL ) RIBICHEGEQR LR TE 5, T2, 19RH
IZHER B RAMIEDSEIT L, HAWERA L2522 THL. B2 5 oMWW A TAERA
WKE D EREFEREZHRT 2L QOL M LDLDICERATHLLEEZ LN D,

—77 HEFEETE L 7 5 Usher SEMREE S A 772 1CBAL CId. HHOBREZHED R WEED
FoH7:0, BEOHEOHERII»PPHL L THRIEGREMEICRE L BEOEIMELT)
EPLET Lo Z20O%, BHID UTHES - AIWE%&%?%%“(\ HERL b oy [] L 23T]
HETH Do F/z. Usher SEMREE Y A 73 L Tld. EITHOHMMEE 252 LVEFHTH 5
728, EME 2 BENBAE L WERORE LTV, BEIEERERT 2 & & DI, IR HER
BEEMEIETT LI L2 TFHIL, ETOREIS U TATIAFTERICL Y ERHERzHE
"I BHEIENQOL M LDODIZERTHLEEZLND,

SCik
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Alport FE{&HF

R
ILBR & D Pk g8 & MEAT PGS WEIE 2 4 9 ZEmERE & LT, 1927 4512 Alport A3y L 7:
FERHECTd %

FELEMRE (L 5000 A2 1 AFRRETH . 9 BIFRREDY X Bt b ltiiniEx L p L s b,
(1-2]
Alport JEBEREDRIRIE, Va2 T =7 v OMnFARICE b EINTWS, BIKMETF& L
T COLAASX aigf{Tl ), COLAAZ( H Yeta b ettt / HYERHERL ), COLAAL( F ARl / &5
PERET ) AHER ST W5, (2]

AR 11 75 i 2 e

BRI, DIfLkR HORIEE, QEAMTOBMHT R CH RIS H K22
L2 MRS 5. OFF ﬁwﬂﬂfk}'ﬁ% (AT FIHEK SRR - ETAIE - W A ). (OAEFTME oD ke i
oS5 H, SR ES ) T EDPVETH D, [1-3]

F 72, COL4A3. COL4A4. COL4AS DMnTERM; MRS ND T & THIEDBM & 72 %

H#E (TET > ALANILN b ~V, ##EJIL—KA~B)

#921 B D RE BN T AN AE AT PR S S A/ N R - RN 5 & S D, 00w R R
HHEATL v — A9, FITEER IS L 2 EFAMT O TE Y, ALHNEE2To7 & vk
B3 v,

F7o MOFEIRDPHECH L I b H ). HEaRZ 20 LB CERERIAEIRDEED
N BB N BRI R IR AN DB DL ETH S

HRAETORFIIHS IR o TB 5T, L EHFMETUUELAEILE L, RUEALIC
B, ENRERBMEALEI LD EDH D, [3]

SCHR

1) Kruegel J1, Rubel D, Gross O.Alport syndrome--insights from basic and clinical
research.Nat Rev Nephrol. 2013 Mar:9(3):170-8. doi: 10.1038/nrneph.2012.259. Epub
2012 Nov 20.

2) Lemmink HHI, Schroder CH, Monnens LA, Smeets HJ.. The clinical spectrum of type
IV collagen mutations. Hum Mutat. 1997;9(6):477-99

3) ] BOR, WrEE SR, S Ak, AR HESC
WA AR T Alport S R BE (MRS ) H A /N BB o & 4 RE (0915-2245)23 %% 1 7
Page8-12(2010.04)
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E. 3 EYAT BEFERICL 3% (BOR SRR

(1) BERR

i85 H % (Branchio-oto-renal (BOR)) #EfEH#E (L. 1975 4£ (2 Melnick 5 V12 & D &
EN/HEESTE  (branchiogenic dysplasia © HISEE, Hi#EFL, 4EHFELR L) | HEE

(otodysplasia : WE &, TE&GELE) | BEEAL (renal dysplasia) % 45# & 35
FERE T, BWRENREEETL2 R T INGEREETH D, FRTIIMEL T AH2) LAY
RGNS &SI, KFIIBWTHHBRRDOIMEDH 5 349, REMEHOER & L CEE
WA ELED RV E O % branchic-oto (BO) syndrome &R, BEERE LT, RVZ0VD
MBEYAI B FDOREEIZLBLDTY, FDIIH SIXI, SIX5, SIX6SALLI™ 7 & DEn
TFORENRERE SN TWER, WE % B BOREREFEDOFERRIIRAEHDOHF DL\,

TN

o F2MEHEE (WEEELD L VIIEEEERYNS 5. BFEELIINHEIZER O
BT C @8 IO T 1/3 DI DB B o SEE MR NSHFLSH DI T,
BENIFEO LMY 5 ERE. )

o HE (REERREPLBEI THRATH ), BHEORTHTE, BEmm, Rt
BEowvwshddh )b, )

o HAE (B, FRo EAOMM)

 BEn#l (BiaLb#oxif)

o HHEE (BRI, BERE, BEER. BELREBTHEE, KBEE. BWRE
WAE 7 &)

EIETRIN

o SLEEHT GLEERH. %)

o WEIE (BENEOFE., £, BiE. BE. THEORME, &)

o WEHE IR, WA NEIER, fIEREILA, SHMIEREETEE)

o HIE

o XM FHEIFTR, OFHE)

(EIZ W)
FHREMEEREERE L) EYA] BEFEEIN 0% DOHETRD L5 O,
SIX1SIX5SIX6SALLI BIZFEELFERD VLD TH B 7O THEIZEV 789, 5
D EDEFITIRERBEEF IR E LTAHATH B 19,
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@) il (CEF > ZALALY, #3825 L—KA~B)

SeRVER BEREE o0 U CIE AR 3 20 A DA . AT L 22H 8 12id,
RWFREA AR, FUE - HMEL7Z &1 & 1) R LI BR AT 24T D o

BBV T, BHEEIE Y3 L b # <32 WS S R FUERIE 0 & 0F 0 i

h o, PR A B LETH Do

Melnick M, Bixler D, Silk K, Yune H, Nance WE.Autosomal dominant
Branchiootorenal dysplasia. Birth Defects Orig Artic Ser 11:121-128, 1975
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A

2. Fraser FC, Sproule JR, Halal F. Frequency of the branchio-oto-renal (BOR)

syndrome in children with profound hearing loss. Am J Med Genet 7: 341-349,

1980

3. Kusano H, Murai K, Chiba H et al. Three cases of branchio-oto renal dysplasia.

Otol JPN 7: 1-7, 1997

4 Usami S, Abe S, Shinkawa H, Deffenbacher K, Kumar S, Kimberling W].

EYAI nonsense mutation in a Japanese branchio-oto-renal syndrome family. J

Hum Genet 44: 261-265, 1999

5. Fukuda S, Kuroda T, Chida E, Shimizu R, Usami S, Koda E, Abe S, Namba

A, Kitamura K, Inuyama Y. A family affected by branchio-oto syndrome with

EY A1 mutations. Auris Nasus Larynx 28: S7-11, 2001

6. Abdelhak S, Kalatzis V, Heilig R et al. A human honologue of the Drosophila

eyes bsent gene underlies branchio-oto-renal (BOR) syndrome and identifies a

novel gene family. Nat Genet 15: 157-164, 1997

7. Ruf RG, Xu PX, Silivius D et al. SIX]1 mutations cause branchio”oto-renal

syndrome by disruption of EYA1-SIX1-DNA complexes. Proc Natl Acd Sci

USA 101: 8090-8095, 2004

8. Hoskins BE, Cramer CH, Silvius D et al. Transcription factor SIX5 is mutated

in patients with branchio-oto-renal syndrome. Am J Hum Genet 80: 800-804,

2007

9. Kochhar A, Orten DJ, Sorensen JL et al. SIX6 mutation screening in 247

branchio-oto-renal syndrome families: A recurrent missense mutation

associated with BOR. Hum Mutat 29: 565, 2008

10.  Milunsky JM, Maher TM, Zhao G et al. Genotype-phenotype analysis of the

branchio-oculo-facial syndrome. Am ] Med Genet Part A 155: 22-32, 2010

11. Lipkin DF, Coker NJ, Jenkins HA. Hereditary congenital cholesteatoma. Arch

Otolaryngol Head Neck Surg 112: 1097-1100, 1986
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E ~ 4 NOGBEFERICL3HE

(D

REE

Noggin 13 B35 E KT (BMP : bone morphogenetic protein) 2 HiA9I1Z1EH
L. BERSCHETERICERE %S4 R/-THRERTTH 5, NOG EIZT (MIM#
602991) (%55 17 FROARMERICH D . FHORLTFERIIERHEEOTRE
L7263

TURCRET S O A, MR E, 77 I BEE L AEFHE,. BH%E4F
HERERE BT 2 BEMEEESRESINTEZ 2 INE THEAL OFEERO LR
DHWSNT X 72D, FEIRDS overlap T 5 720 REM DRI KO SN T &3,
EAEOBETFHITA 5. NOG BIETEREIZ L AEERIIUTOS >OFRHABMICT &
BOENTWE,

TR4EHEE B2 Bl © Brachydactyly, type B2 (BDB2)

238 FE A EMERE 1 - Multiple synostosis syndrome 1 (SYNSI)

PRI WHFIR L 3B BE % 9 7 7 3 B [E & JE © Stapes ankylosis with broad
thumb and toes (SABTT)

@ FEACIEEEAE - Proximal symphalangism (SYM1)

® FHE - BB AIEMERE © Tarsal-carpal coalition syndrome (TCC)

NS DREBEBILEIRATE WIZ overlap L TE D, NOG EETREIZ L 2 IEMR
B A GRS &8 & L T, NOG-related-symphalangism spectrum disorder
(NOG-SSD) DMRIE E LT\ 5 9,

ZEREORERIIREICL ) EDDH 5. BDB2 O #EIE O FFEM 22 MEHIME <,
TCC TlIfzHEHBmIIL 2 nwE &b, —F SYML. SYNSL. SABTT IZBWTT 7
IFEEIC L A EEHEFHAIT R TH S 9,

@@@

Tl

(IR BYRE 2 2E)

M e. (7T73IBEEILA) EEHE, FROBRED S IAREREE 25 <
BE o

- TR ENVAEEEES. *‘”“ﬂ'ﬁ §d B \VIATHE, BIEVAD /7213 Hw
B, SIRE. TREEREEER L

- B EPERAL R %ﬁﬁﬁ, mE

SHR AR, RHE

CH O REEE (AT EmE)

- T oM SR A, HRIET R BRI ET T By RIR 2 &

INLOFEMPET R EBE E 2. SYML, SYNSL., B X USABTT 2S5,
SABTT CIEEPEFHANTH ). FERIZ SYM1 B & UV SYNS1 o#HiEFITix 3%
K TH B I &, SYNSI id facio-audio-symphalangism DB EZFRIZREND L H I
BHMER» 272225, HEOMEFEREZXFT 5 9%
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GRAZT-7E W)

et (M RHEIE R A & Do RIKEED 2 WIEFIT L de novo ZRDWHEMEN D
DT, NOG MHETZERZFE L TBMA#HET %0 IhETIIBHENI ALY
AEFR, TL— ALY T MESHERIN TS, 40

(3) M (TEFVALANIN b~V, #3271 —KA~B)
TR N TH Do T 7 IFTMIC L) FWRRENUEI SN L % L
L 225 5 S b R A S AEAET Do Y F X X & WEIEA . 7 73 A PG
M EDEHEE SND O WRKHUIIHEREED BMALE L V% 5.

(4) ik

1) Valenzuela DM, Economides AN, Rojas E, et al. Identification of mammalian
noggin and its expression in the adult nervous system. J Neurosci 15:
6077-6084, 1995.

2) Teunissen B, Cremers WR. An autosomal dominant inherited syndrome with
congenital stapes ankylosis. Laryngoscope 100: 380-384, 1990.

3) HTEPAT UL, p AR U T, A & SR DL & Rk D MR R (R T R
Audiol Jpn 45: 131-136, 2002.

4) Tommy A. Potti, Elizabeth M. Petty, Marci M. Lesperance. A Comprehensive
review of reported heritable noggin-associated syndromes and proposed
clinical utility of one broadly inclusive diagnostic term: NOG-related-symphalan
gism spectrum disorder (NOG-SSD). Hum Mutat 32: 877-886, 2011.

5 )Weekamp HH, Kremer H, Hoefsloot LH, et al. Teunissen Cremers syndrome: a
clinical, surgical, and genetic report. Otol Neurotol 26: 38-51, 2005.

6) Usami S, Abe S, Nishio S, et al. Mutation in the NOG gene are commonly found
in congenital stapes ankylosis with symphalangism, but not in otosclerosis. Clin
Genet, 2011, in print.

7) Massey BL, Hillman TA, Shelton C. Stapedectomy in congenital stapes fixation:
are hearing outcomes poorer? Otolaryngol Head Neck Surg 134: 816-818, 2006.

8) Brown DJ, Kim TB, Petty EM, et al. Characterization of a stapes ankylosis
family with a NOG mutation. Oto Neurotol 24: 210-215, 2003.
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E - 5 van der Hoeve fEf&EE

(1) #Ea
BRHEAESE (osteogenesis imperfecta, YT OI) 1325 —7 Y OEREEIZLD
FEATRRICAE A OIRREN A UL BIZWRAE T, 25 ~3 T A~ AOEE CRE LER#K
REOFTRLBEEDEFVERATH L, 1 ~NVED4DIZHHEINLHY | HhiE
EHEEREA LS D olx T HENC A S . 1918 4F van der Hoeve & de Kleyn # 2341 T
ZTORFZEHEL 722 EH 5 Van der Hoeve SEMEEE L XN 5,

(2) Bhrk#E
(ERIR Y25 T A )
RIEBEEEO = FHITHE. BEIME, TEBRTH 2, ZF-FTCTH D flizZh

EL L v, BERBECHEN 0% Lk bdmE <. HE, SFhtkidenen 60% L
BEXNTHED,

REFEFOBEEBEZOEIE. OFEERCOLEHEDS L IEATEEE, X
FEHECT, QLA EERL. ORBOBEIIGEHER T RT b OTIEHEE
R, BB R T O TIEEERECH L ) EEEIEIINL 6 BIZALNE DN

% <13 20 KA HMRIBIEITT 2 EEHED LCIRAMEETH LS,

DEVEEIFLHY, NEFLTIZLEEZOOFVITRHATEREISER L7
DTHBEV), HEFIDOALND,

HFRICRI L C. RIEBOFEN O A TIEEmRE DIHNIEBEZ 2 WA T, B
MAERAT) EBEERIEISHH L) REASUEESER L) 32560555,
IR e B ) FOBBEIIARREIIBN TR SHEEICEDSNLIEIRTH D D)

DHWICEETHLEEZONLTD, OLRKRHEA U NN—IZB W THICHFREEY
E@"%%‘ L TIE, EROBENRESCERBRENPLETH S,
(EZTFZH)
OlDERDIZEAERIA T 1TV EETEELERTH D, FEBHIIEIC
COLIAIl BaTHEKRE ENTWES
BERRILMO Ol 0% < LAk, BHROEEEHEERTH L5 MO L) ICRAN
DA YN=IBWTE=ZFEHS RO 2B D% v,

3]

(3) B (ZETALNILNDb~V, #EIJL—-KA~B)

EERSEZETLLORFHOBISE 25, BEHEIIN L CTIEEHEETHL
DLz, HERERL TS, ALHEENOHREIZL (T2 wAHA I NS,
Ol BEEDANLTAEFMTIZ, EAD A CHALIEE LTk 0 M2 BRI 0 A%
ERM LT W T u s Iy FORELET LY FBRENEELBITIEE
WOEIFADTFEMEDL B 5720, el OB EREOBEEHIIA LA TH 5 10

ZEEHEBEORBIIHEERENO T 7 I BROREE, &Uﬂ%&$érmﬁw
L To7 73 %L%%iﬁ@ﬂfﬁ%ﬁ LH2EMBFERL 2 &3, M
stapedotomy 2SRV E N5 RNIEFERE CILETE O FELE & LT 7 35 OMEDES
. MBWAENKATH L0, A I, floating footplate 7 LI E T 5 E
WL L2 GEEEEIBBCRBITFTH S,
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Szilvassty J, Jori J, Czinger ], et al: Cochlear implantation in osteogenesis
imperfecta. Acta Otorhinolaryngol Belg 52:253-256, 1998

Rotteveel L], Beynon AJ, Mens LH, et al: Cochlear implantation in 3 patients
with osteogenesis imperfecta: imaging, surgery and programming issues. Audiol
Neurotol 13:73-85, 2008.

Kuurila K, Pynnonen S, Grenman R: Sapes surgery in osteogenesis imperfect in
Finland. Ann Otol Rhinol Laryngol 113:187-193, 2004
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E_ 6 Waardenburg FE{REE

(1)

B
Waardenburg JEMBERE (LLT WS) 1d 1951 4812 Waardenburg 2881 T L 724 O T,
L RMEEREIEHEREESEEO—2TH LY . BRMICIIBEBLUOEERERES

E?L% ExEsn, B, . MR EOLEHOBERRT. HOHTESR. 5'6?@?33
REVEEENE, RABHEET 5, %é’%’é@ﬁglﬁﬁa@ﬁ‘Iéff%ﬁfé?&ﬂﬁ@lj\]f IR LHEED
WHDOD—DT, BIEEED2 -4 %2V IZAONLEEbh, 7«1@5?‘3(#@50000
MNMI—ANEEbILTW3

S ﬁﬂ#ﬁ‘%mﬁﬁﬂﬁi“(ﬁ& %Y A TOREEBRIRESNTE D, Wil li?b‘y
WS I~ BTG ORE D H 5. DR BERIZ 6005 69% & 2 F F THIC
IR0 2 3%REEL 2D, —EZ auditory neuropathy * 23 A #i5 b %éo
MEMERE OME SN TB ). FRICEEN % B HE OB ES LR 20T R &
LTHSEN TV,

EEZOEE T, #%%"E@@ﬁﬁ%?f/\bd\’a,ﬁﬁ#%@Eﬂ%ftﬁﬁﬁ%f‘&)é RIEE
ATOIHOGNEELZ) (ICERE) | BICECr2EEE2 2T 5, HHRFET
filz, SRR R BEAME < L 75"43%“(4?/\ (BEFHELEE) LTWLEIENHD, T-,
INIOFRZGITEHELH 5,

ERINTEROEEEOREEN LB A, MEHDS L.

WS IEZDEKRE»rS 42D % 4 T2 ahh b, WSLEICIZAR AR . 22 L
SR (BARIBIEE ) AR S, WS2 &lix WS1 B TR A EEF - BRILEERAE
bOEET, WSSHENIIIRMBEfE & LB O T % 5. WS4 £li: Waardenburg-Shah
syndrome & L THHI SN THEB Y, Hirschsprung mzx &35, (LX)VIVb)

W index @ PRA. BEILOFEFE EARAOEYEE L. NIRAREOBRZHIE L
TS,

1IEE 176 +/- 0.16 (+/- SD)

B4 261 +/- 019 (+/- SD)

ZWIEME : 207 (Waardenburg Consrtium recommendation)

GEf=T-ZH1)
HET CILTROEETIHREINTVS
547 lovm ey [amre | @
I | WSl 193500 PAX3 | 2935 5
1 a WSIOa | 193510 | MITF | 3pldpl23 | 6
b WSIb | 600193 | 1p21pl33 | 7
¢ wsHe | 606662 1 8p23 s |
| d WSId | 608890 | SNAIZ | 8qll 9
M WS3 | 148820 | PAX3 | 235 10
IV a WS4a | 277580 | EDNRB | 13q223 BT
b WSdb | 131242 | EDN3 | 20q1322 | 12
| ¢ WSde | 602229 | SOX10 | 229131 @ |13 |
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3 EHEHE (TEF U ALANILN b, #2325 L — KN B)

RRARIY 2 G HEDUIAAAE L e s, B L Cld, 2 OFEEEIIS U CHiE e A TN
EBHWH6NMLZ EAE v, NTHHOMBIEIC9 (ZOW T, Z2olo AT
Bl & FEENENLLLE & T HHEEN L WA, —EBICFEET A Auditory neuropathy Tl
ANLANEDORRBZ L E W) G 9 b & 5, IEERARHS HFEC T LCid, ¥
¥ 7T AR AN D, (L IVD) [#5%4%° Hirschsprung i % £
T H8A11E. ZFNENOIFIEIZIS UGS I % b

1) Waardenburg PJ: A new syndrome combining developmental anomalies of the
eyelids, eyebrows and nose root with pigmentary defects of the iris and head
hair and with congenital deafness. Am ] Hum Genet 3 195-253 1951

2)  KAFFEHE  Waardenburg-Klein JiE i #E D E MY B L ORI Audiol
Jpn 12 5792 1969

3) DiGeorge AM, Olmsted RW, Harley RD: Waardenburg synd ] Pediatr 57
649-669, 1960

4)  EHF, AREAC - EEREL T2 B D Waardenburg JEMERE D 4 FARIK HH 5

83 1616-1619 1980

5) CREHINEf @ GRS ON & AN difx 21 4145 1967

6) Kirkpatrick, S. J., Kent, C. M., Laxova, R., Sekhon, G. S. Waardenburg syndrome
type I in a child with deletion (2)(q35q36.2). (Letter) Am. J. Med. Genet. 44:
699-700, 1992.

7)  Lalwani, A. K., Baldwin, C. T.,, Morell, R, Friedman, T. B, San Agustin, T. B,
Milunsky, A., Adair, R., Asher, J. H., Wilcox, E. R., Farrer, L. A. A locus for
Waardenburg syndrome type II maps to chromosome 1p13.3-2.1. (Abstract) Am
J. Hum. Genet. 55 (suppl): A14 only, 1994.

8) Lalwani, A. K, Baldwin, C. T., Morell, R, Friedman, T. B, San Agustin, T. B,
Milunsky, A. Adair, R, Asher, J. H, Wilcox, E. R, Farrer, L. A. A locus for
Waardenburg syndrome type II maps to chromosome 1p13.3-2.1. (Abstract) Am
J. Hum. Genet. 55 (suppl.): Al4 only, 1994.

9) Selicorni, A., Guerneri, S, Ratti, A, Pizzuti, A. Cytogenetic mapping of a novel
locus for type II Waardenburg syndrome. Hum. Genet. 110: 64-67, 2002.
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