RIRAMEFRIBR SR B FE(FBSN)
AEVAMT 41—

CoQ KiR%E

B4%E

DR RE

REAM7— / RIBEER
$L IR EAET A AHAE

14. N7 LV AR D FE BRI Ea Y~V T b
AHFEIL, LT ORAB, /LRI 30 THS

RN T LY E : BAER RMER N 7 4V AE(ATP)
BREGRN T AV JE(VP)

BRMEa SR 7 YA HCP)

TV TV BTN —E RIBHER NV 7 1Y FE(ADP)
51 B RN 7 AU EPCT)

FRFBREY T 0 RV 7 1Y fE(EPP)

SRRV TLYVEE (CP)

15. [RIEMEREET SRR T A
AHFIL, BLT ORB/ FA BT 550 THD

RSB R 2R | BRI R (SCID)
ATy b FIURY o F R (WAS)
1814 P ZERERE(CGD)

16. F/NEFRIE
AHFZENL, LT OHEB / FHRICBEBT 50 THS

H/NRFRAE:SCA 1, 2,3, 6

17. A7u—AREREAY TV IARRa Y — Tk

AT, LT OREB,/ HRIBICETELOTHS

.

CHBl=—= v/

ARV BY- A VIR

I ER A Y NG 4
Ay Ex—PRIBE
# IgD fE{REE

BT AR EBIERE(CTX)

L RAFE— )\ f5E
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18.

BB A EEY—T T A

AL, DT ORB/ FHRICHT 550 THS

*

N-7RFNINEI BB FREER (NAGS) RABSE
ANINTANY BRERREER | (CPS)RIBIE

FN=F NG AR N /82T —B(OTC) RIBIE

T =)oy BE RS KIBE (G VR MUY )
VM RAREE (2 Bl MVYVITLEE)

TNR=)aNIBI 7 —BRBE (FAX= a7 BRRE)
TAXF—BRBEE (BTN = M)

FN=F U AT D — KA R HEE)

19. JREREEHIEI S —L T h
ABFRNL. LT OERR EHRICET3b0Ths

148

Vi) —RFEEWG)

- SRS R K (MPA)

F o — AN RREREE(CSS)
&SR RBRAK (PAN)

B ZBRR(TAK)

B HERR (11ER) BhAR K (GCA)

Rare Diseases Clinical Research Network, HP

http:/irarediseasesnetwork.epi.usf.edw/study-overview htm

-NIH News, October 5, 2009
http:/wwwonih.govinews/health/oct2009/0d-05. htm
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1.2.3. BEKBRAE

ERYERFYAZNVRESE : Urea Cycle Disorders Consortium

5101: REYVAIN REEOHUTAINISA: Longitudinal Study of Urea Cycle Disorders

B
7£)The Rare Diseases Clinical Research Network (3€ TDBEHEEFZIANBLS RN HE TS
B3, 2B LEFFTANSIRETHFeDHa3,

HFh:
RFEVAINVERELRRBEL TCWBZ MBS T E=T, BEMERETIZERHIE R, 20
MEDBHIL. REVAINVEERELZHRIC, BREB, BFR, BT RORMIFAELER
THILTHD, MEWRITFRLIL, RCHKBRE L —EORRRELBE T ET F A ThHDH, 20
HETIE REVAINVREELBITIENREDLICREL., EOSHWDEE CRIET 215 HE
T35, PHEE B IXLATOEY,
. B7UE=ThE. ZEEE, e OBRBIUIFE~OX B ZLRIFEHROEEED
55 E R FEAE (specific morbid indicators)iZkAH R E, RFEVA 2NV REIEDE 2 12K
ICERETHECE,
2. R AA<—h— RIREEE. RROETOMRERE,
3. BEERISWTOWIREFAIVREEOTF U IRREDOZ ML R,

ZOWFGEIZOVT:
ZORFEIIRFBIAINEREEEZR T5 440 L a2 RELUEHEFETHS, ZOHEITSNT Db
DX, i, BWRFHICRC 3~12 » A GICHET 5, £% 4 BURNICREY A7V REELDHS
N2 BUTOBMEL 3 » A, 3 U EXITER 4 BUBETREENIEIL 6 » A, 19 BLL
EXIIFFIEBEE ot DbbE L | FEICHET 5, FEORBHL., fED UCDC BERKER
(URNBER) RO 1ERIZBWTITY, 740—T v, BE ORERFNE DREEMEICLSEE
AEIBE, éﬁm%‘«\w{&ﬁﬁ BIXEAT D@y,

o 3 AMTBEBMULEYERHEL, KBTI OATHRET S,

. REEBHERITS,

o AFIZOWTTIAN—F Ay I 74— AITRBAT D,

o B (PEC1 ~2 FRE)

o BR (=)

WEEATE T 27012, 2001 (BEH) OEMICL5ERTRESRTD, e, MR ELR
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FTBID, WRLBTFAMNKATAZE DB, WROBFAME, BB, 5 —h, (X et =
DT AMILY, BIEOLEE, RS, EFF6ES., visual organization, 2. FRHEEHE RS,

BREREHS

Bhnay
UTOEAB—OYTITEEH:
o« NTEFASNSL BAREER R
o AN VUBRE REER RIRE
¢ AN=FUINTURANAIFT—ERIBE
»  AS deficiency(Citrullinemia: /FVU L LIE),
»  ALdeficiency (Argininosuccinic Aciduria, ASA: F/L¥= a8 FRAE)
* ARG Deficiency (Hyperargininemia: i 7 /L% = MJiE)
« HHH Syndrome (B 7V E=7 - BAN=F L - REVIY L RERER) £721 ORNT
’Deﬁciency
"« CITR Deficiency (Citrullinemia Type II)
o REVAINVRBEOTEEREVRBIIISA CORY, SRR BIZSh T,
B,

AT DEREA 5%
o hORBIZLZE T E=T I
« FHOTERELIEBRREEEORWHFERE (B XUV ERR, HEREBRRR
(<1500 g)DEMEA M ML | DR EICH BT I RIGHERTE)

I _ _ A
ZDWFRA~DBIALEIL, LT DYAMISH D EFM DA Y % (Study Coordinator) ~, BEEHBHU
IEA— L CEEERS, | :

Vanderbilt University Medical Center, Nashville, TN, Marshall Summar, MD °
Study Coordinator: Teresa Welch-Burke RN, BSN ’
Phone: 615.936.2089

E-mail: teresa.welch@vanderbilt.edu
Children's National Medical Center, Washington, DC, Uta Lichter-Konecki, MD, PhD

Study Coordinator; Kara Lord, MS
Phone: 202.476.6216
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E-mail: klord@cnmc.org

Texas Children’s Hospital/Baylor College of Medicine, Houston, TX, Brendan Lee, MD, PhD
Study Coordinator; Mary Mullins RN, BSN

Office: 832.822.4263

E-mail: mullins@bcm.edu

Rainbow Babies and Childrgn's Hospital, Cleveland, OH, Douglas Kerr, MD, PhD
Study Coordinator: Christine W. Heggie, RN., N.D

Phone: 216.844.7124

E-mail: Christine.Heggie@UHhospitals.org

Yale University School of Medicine, New Haven, CT, Margretta Seashore, MD
Study Coordinator: Kristen DeFrancesco

Phone: 203.737.2585

E-mail: Kristin.defrancesco@yale.edu

Children’s Hospital of Philadelphia, Philadelphia, PA, Marc Yudkoff, MD
Study Coordinator: Irma Payan, RN, PNP

Phone: 215.590.6236

E-mail: payan@email.chop.edu

Mt. Sinai Hospital, New York, NY, George Diaz, MD, PhD
Study Coordinator: Christina P. Guzman
Phone; 212.241.6805 .

E-mail: christina. guzman@mssm.edu

The Hospital for Sick Children, Toronto, Ontario, Annette Feigenbaum FRCPC, FCCMG
Study Coordinator: Mohammed Hussain
Phone: 416.813.7654 x2646

E-mail: mohammed.hussain@sickkids.ca

University Children's Hospital, Zurich, Switzerland, Matthias Baumgartner, MD
Study Coordinator: Dorothee Kleiner

Phone: +41 44 266 7310

E-mail: dorothee.kleiner@kispi.uzh.ch
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Children's Hospital Boston, Boston, MA, Susan Waisbren, PhD
Study Coordinator: Vera Anastasoaie

Phone: 617.355.7346

E-mail: Vera.Anastasoaie@childrens.harvard.edu

The Children’s Hospital, Aurora, CO, Renata C. Gallagher, M.D., Ph.D.
Study Coordinator: Shannon L. Scrivner, MS, CGC
Phone: 303.724.2353

E-mail: Scrivner.Shannon@tchden.org

Oregon Health & Science University, Portland, OR, Cary Harding
Study Coordinator: Yueh-Han Lin

Phone: 503.494.5313

E-mail: linyu@ohsu.edu

Seattle Children’s Hospital, Seattle, WA, J. Lawrence Merritt, II, M.D.
Study Coordinator: Linnea Brody, BS, MPH ‘

Phone: 206.987.36%94

E-mail: linnea.brody@seattlechildrens.org

University of California at Los Angeles, Los Angeles, CA, Stephen Cederbaum, MD
Study Coordinator: Naghmeh Dorrani, MS, CGC

Phone: 310.825.8084

E-mail: ndorrani@mednet.ucla.edu

EEFREA:

Mark Batshaw, MD and Mendel Tuchman, MD
~ Children’s National Medical Center
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5102: FA¥=/anIBIRIEASAYREER BT, 7x=/VEE N7 ABuphenyI™) L E &7
NE=2(100 mg/kg/day)DEe 5%, BRAKT V=1 (500mg/kg/day) i 5L LB, FREE, RR4E
B TORO—BICERELZBETS, %ﬁ?%ﬁéﬂ’pf::ﬁ%ﬁ@&ﬁm%:A Randomized,
Double-Blind, Crossover Study of Sodium Phenylbutyrate (Buphenyl™) and Low-Dose Arginine
(100 mg/kg/day) Comi)ared to High-Dose Arginine (500mg/kg/day) Alone on Liver Function,
Ureagenesis and Subsequent Nitric Oxide Production in Patients with Argininosuccinic Aciduria

(ASA)

3k
7Z)The Rare Diseases Clinical Research Network {32 T DB EFZIFANBL IR EFECHE T
B, LEWHLE 2FIIANSIREFITHIFES B,

R

Brendan Lee, M.D., Ph.D. (Baylor College of Medicine in Houston, Texas) {25, TNAF = JaIERR
JEREERRELL, T2 /VEKEE T Y A (Buphenyl™) BIWMER BT A= 5L BHET
W= O RO AR 7 THA, ’

ZOWFNTOVNT:

TAXR=)anyBRRIEREENRLL, 7o=)VEEERT )Y A (Buphenyl™) B L UME BTV E =y
BEILDBT UM LOBELRET D, ZORFERTSD 12 NERNRET S, WORBEFAINVERE
FEE R, TAX = ) JBREIX BRRITIEE L5 R 2855, ZOFREEDKREIX
BADH TRV, ZORFITBNTT AR =/ ansBORWEEARIHEN TRY O RFE Y17
NWERFBEIIIRONARNIE,D, EMEIIINEIFREEORELHERIL TS, '
ZOWFED BENE, 7=V BEEET U A (Bupheny™) LIEA BT X =R EIZI R VBRIRE
% (restricted-protein diet) W ATUIZBE& D, TAFE =) anJBERIERE OIFIEEE ~DR BT
DNWTHET DL THD, FeIOHETR AT ERRELHB§HILT, BENE
REBCERBLUORBICERDZEBHRDINEBET D, MR, ZOFERZORKICBITS
BEDOIRRS RO FETLR5T % BELL TS, S
ZODOFEDFHMIL, Texas Children’s Hospital (7342 ba—RAR) CIThils 2 BIORRICE>T

f—

172,
BB

S|
o TNAR=JaNTBRRIELREE B ST S B EDE
»  Baylor College of Medicine (7% ¥ AM ta—Rb) ~DRRICAETDE
e IZOHBIFEH, Dr. Brendan Lee BHER T 2REHIRCIRE EL MR TEOFE
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s BhMLARL EEOBRLOKRE, HBY MEFNUASFEE IR B R TREBICH
&

s TERRXUR, AaRYR— SpFnz—p &R0 31‘/7‘:‘37“3’(]‘ R BAERR F D%

o 3. BIPoF

©  BRE BRRAOBREZTTVSE

¢ Hyperammonemic FEIEDMR A EEEC T 5, IFESL R T, R EHERMNTE Rz
% co-morbid associations #& 3%,

* V== NVEEETRNIY AIBERE

s BT 30 ALUINICRBRORE LT 1% _

o ARIV—=UITEATREIVTF =0 (5 1S my/dl) THFHgE RSB +%

BN
. ZOWFEA~OSMALEEL, LT OYRAMZ b3 ERMgEDE é%(Study Coordinator) ~, EiEH B>
IFEA—VCHEBEZELS,

Texas Children’s Hospital/Béylor College of Medicine, Houston, TX
Study Coordinator: Mary Mul!ins RN, BSN
Office: 832.822.4263 or Toll free: 800.364.5437 extension 24263

E-mail: muilins@bcem.edu

5104: EAIRESKIEE TR, BRI T IR E 4 ki LURER IS g Vv iz, B RMR
RABABICLMER AL = X BB O : Assessing Neural Mechanisms of injury in inborn

errors of urea metabolism using Structural MRI, Functional MRI, and Magnetic Resonance

Spectroscopy

C)-:Angelman, Rett, and Prader-Willi Syndromes Consortium .

5201: Ly MEMRE S AFRIEHI / Rett Syndrome Natural History Study
L:3 00

7£)The Rare Diseases Clinical Research Network {12 CDEZ ST A S 5/f]7§’2%' ' BFfE Tlid
B, LBNHLE 2 FIAASIRIL LTS 3B,

~ 337 -



IO HRBBIFED B AL, BRKEOETICRONSHERY/ 5 — EFEOE (QOL), ZDak
—MEBITAFEMREE S Ly MEBRBRABDEIEARI N AL BT AR BB B T HMABED
R THD,

BRER
Classic Vyfﬁ{ﬁﬁ‘ Variant Ly MEBRBEO BKEHEREZTH, HHVIT, BBICELRVET
MECP2 B 15 F2/A% B (MECP2 mutations) 23 RHNDE, EMHIRITER T2V, 13U LB mE
34—, 12 BU TR EEIC—EORERNBATEETHEZL,

smkb:
ZOMFE~OBMFALEE L, LLT DUAMISH S EHEBE 8 ¥ 3 (Study Coordinator) ~, EaEdH D\
IXEA— NV CHEEE RS,

Baylor College of Medicine, Houston, TX
Coordinator: Judy Baﬁish, RN, BSN
E-mail: jobarris@texaschildrenshospital.org
Telephone: 832-822-1781

University of Alabama at Birmingham, Birmingham, AL
Coordinator: Jane Lane, RN, BSN

E-mail: jlane@uab.edu

Telephone: 205-934-1130

Greenwood Genetic Center, Greenwood, SC
Coordinator: Fran Annese, LMSW

E-mail; fran@ggc.org

Telephone: 864-941-8100

5202: FIF —UAVIEGRE RHIRAERBAER O B REB RN EE: Prader-Willi
Syndrome and Early-onset Morbid Obesity Natural History Clinical Protocol

B
2E)The Rare Diseases Clinical Research Network (%2 T DB EZFANDS IR 1S EF Tlidh
B, LENFHLE 2RI ANSIRIILHFED B,

ZOBED BRI, a) TFF —ULVERBBEERRELICRERNVEY O RBE when started at
difference ages b) 7F¥ —ULVEGEREE EYISEIRAEHROLE ) SEOHEDTDOFR
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IREE, ZOFETEEERIL, /55 —?wm&ﬁékﬁﬁ%ﬁ@ﬁ%ﬂmﬁé% THEDEHRE
BHAEERBHTBITITRETHS),

R

TIE—IAVEEBROI A —T 1, 60 BKR, L o7 I8 — U VERBORESE %%, B
HSEERRONERI DS N — 7%, 30 IR H 2 2) BWIS0%EBALEERIHB-L, Eizitb) 4
FRSRTH T BMI 88 97% & BB L 1%, ZOMFRIT 5 R 5, BNAEEIE—E, MEOD
i< B R CHTE O BRI ~RBECEBIL,

51 Wk i
ZOFFEA~DBIMALEEL, L FOYANIH B EFH DI Y F (Study Coordinator) ~, BiEdH s\
}:tE)( _/D-eﬁ%éﬁéo

University of Florida Health Science Center, Gainesville, FL
Coordinator: Christy Hollywood

E-mail: christyhollywood@peds.ufl.edu

Phone: 352-392-9789

Kansas University Medical Center, Kansas City, KS
Coordinator: Marilyn Logan

E-mail: mlogan@kumc.edu

Phone: 816-234-3290

University of California Irvine, CA
Coordinator: June-Anne Gold
E-mail: goldj@uci.edu

Phone: 949-824-0521

Vanderbilt University Medical Center, Nashville, TN
.Coordinator: Elizabeth Roof, M.A., L.PE.

E-mail: elizabeth.roof@vanderbilt.edu

Phone: 615-343-3330

5203: 7Pz SRR B IREEBITA / Angelman Syndrome Natural History Study

i
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L

7£)The Rare Diseases Clinical Research Network 12T DB E2ZFIIANBL IR EFESTIETIES
B, LB LE# AN SRIEIL D $S,

ZOMRFENL, TP =N SERBERE OB RRIR, KAR, ECRERRLURFORETET
5B, ZOBEENRELTFEHIRAEITA) R — T —F2UEL  REOEATIZB TR BMEL . &
7e QOL L& OFHii% & T AE 2 — hOERIR kR D B R E B3,

BINEH

IOMRIZZY THEIL, 1) TorPa Ve EEROS FLHEEETHE 2) ZOWRHOEE
BB LRI IEERML T D AEFER ThHDEW) AR BRI 57 8, 5 FRIBAHE
BENTORNE, '

BN
ZOME~DBMFLEHF L, AT DYAMNIHA EFHEERDE Y (Study Coordinator) ~, BFEH DV
‘iE}l—'ﬂ/—Cﬁ@%%méo

Children's Hospital - San Diego, CA
Coordlinator: Marla Hashiguchi, RN
E-mail: mhashiguchi@chsd.org
Phone: 858-966-8940

Baylor College of Medicine - Houston, TX
Coordinator: Beverly Feldman

E-mail: bfeldman@bcm.tmc.edu

Phone: 832-822-4301

Greenwood Genetic Center - Greenwood, SC
Coordinator: Fran Annese, LMSW

E-mail: fran@ggc.org

Phone: 864-941-8100

1-888-GGC-GENE

Fax: 864-941-8114

Childrens Hospital Boston ~ Boston, MA
Coordinator: Janette Lawrence

E-mail: Janette.Lawrence@childrens.harvard.edu
Phone: 617-355-4241 '
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Vanderbilt University Medical Center - Nashville, Tennessee
Coordinator: Terry Jo Bichell

E-mail: terry.jo.bichell@vanderbilt.edu

Phone: 615-322-8093

Consortium for Clinical Investigation of Neurological Channelopathies (CINCH) : #iR B DT+
VR

5301: Andersen-Tawil REfRI: R TR KRB OIABLEHTAODIZE : Andersen-Tawil Syndrome:
Genotype-Phenotype Correlation and Longitudinal Study

9.
%) The Rare Diseases Clinical Research Network {32 TDBE 5 ZFIIANBL IR E1ECTHETILD
BA, LB LEZZIIA PSR TS #23,

HR: :

Andersen-Tawil JE{RBEIZ, F D2 B EIERBTHY, Mt (weakness)is L UMEA D fEMRE 45 A5
HDEHBDRIEENR (heart arrhythmias) DIERE ST, SHRICLDZOBFRRIL, —ORBEE T2
EEDBMENLT —FEULEL, ZIIZ LY Andersen-Tawil FEMEREC 83 2E05AED . ZOERIC
B OMEREIC LR LE RED, ¥4 RAEOREFERLOBEML BTy HiGELT
3,

T ORI , :
Andersen-Tawil SE{EI% 95 50 A2REL LI, 3 ERDORTREBEFLEL T3, KE, 1H¥.
ARYADTHERTEME L BES 5, SNEIL 3 FEFTE—ECEIEL 3 ) FE2235, Y
1% 1.5~3.5 REIDABCEZZEL, B9 2 BTSSR TIT). BME U T OBEETEHEL %175,

o AR L MR 2T (physical exam) ’ '

o MEHRE

s BHTAE

o DEEREIRA (LER, EHELETE =&Y 7 continuous heart monitoring)

o HREETFRR

o EERRERZBIETITL SR

+  GERDHEGE

BINER:
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«  10RELETHD,
s AVTr—bNEUMIBLALE,
o UTOEMZET Andersen-Tawil TEGEHEOREEDIERIT T,
v KON BEFRAB/EREZHTH, Xik
v BT 3202 DOEMEREIT:
1. /MRBOBFETORGHZER, XITHEFHEERICRONDFRERHADELY
7 AMLEE, XIE Abnormal long-exercise nerve conduction study
2. L= (Heart conduction defects)
3. 20U LOBEARE (BMHMEAL. MIRFERE T YIEHK, inner curving of the
5th finger, webbed or conjoined fingers/toes, small hands/feet) I,
v ER3IOoNIH 1 EERYTIIEY, B0 2 BEBY TIEIRBREEH T5E

ZMAT]
s 10BRKRIEGOE
o 1.5~3.5 AMDOABE, BLU2 BIOJMbEizetih Rz g
o AVTA—LFaBUMIEL TERNE

Bk ::
ZOBFFEA~DBMNZE L L, LT DYRAMNIHIERBEEADIE Y3 (Study Coordinator) ~, EEEHDV

‘iE?‘ M/V?ﬁ%%méo

University of Rochester

Kimberly A. Hart, M.A.

Lead Health Project Coordinator

University of Rochester School of Medicine & Dentistry
Department of Neurology

1351 Mt. Hope Avenue, Suite 203

Rochester, NY 14620

Phone: 585-275-3767

E-mail: Kim_Hart@urmc.rochester.edu

Institute of Neurology (IoN), London, UK
Sanjeev Rajakulendran, MD

E-mail: s.rajakulendran@ion.ucl.ac.uk

University of Texas Southwestern Medical Center, Dallas, TX
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Nina F. Gorham, CCRP
Phone: 214-648-0462

E-mail: nina.gorham@utsouthwestern.edu

University of Kansas Medical Center, Kansas City, KS
Laura Herbelin, BS

Phone: 913-588-5095

E-mail: Lherbelin@kumc.edu

Harvard/Brigham and Womens Hospital, Boston, MA
Kristen Whiteside

Phone: 617-525-6763

E-mail: kwhiteside@partners.org

University of California, San Fransisco, CA
Kristen Wong

Phone: 415.502.3976

E-mail: Kristin. Wong2@ucsf.edu

London Health Sciences Center, London, Ontario, Canada
Jennifer Verheyden
Phone: 519.685.8500, x34858

E-mail; Jennifer. Verheyden@lhsc.on.ca -

5302: fE WM 53R %E (Episodic Ataxia Syndrome) :#{m LRI DOAEE 36 L OHEMTAOTIZE
Episodic Ataxia Syndrome: Genotype-Phenotype Correlation and Longitudinal Studyl

B4 . _
JE)The Rare Diseases Clinical Research Network $12 TDEEEFIIANBL IR I & FIFETIS
BN, LBIMHLEEZIANSIRIIL TS, '

AR R A R R T, O RS A OR RE 3| SR, SO B
i, ZORBE AT BEROBENDL T — S EIMEL . FIMEATIEC T 5 LR BAFL D, &
B OB FEAR N SR, BEDRIEE T — 2 —RZMDHH LT B,

BERHE
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B85 100 4 DBRGEEE BIEELL T3, FEfi SEU L, Db 2 DO EAAIE S (pre-defined
features)iC LD A A RIREDREE LRI 2211728, UIBEKREREITBE AL TRV, KCNAL &
{&ZF XX CACNAIA BEFRALERYETIE,

ST
ZDWFEA~DEINZELBEIL, LLTOEFBA DY E (Study Coordinator) ~, BEEHDIWVZEA—NV
THEEZTRS, :

Joanna C. Jen, MD, PhD

UCLA, Department of Neurology
Box 951769, 710 Westwood Plaza
Los Angeles, CA 90095

Phone: 310-825-5910

E-mail: jjen@ucla.edu

5305: Andersen-Tawil SEfRBEZ R RELTEAYD AL T — VN TIROIGHEEASR : Therapeutic Trial

of Potassium and Acetazolamide in Andersen-Tawil Syndrome

= }
7£)The Rare Diseases Clinical Research Network ¢34 T DB EE#ZIIANBLI/R G EIESBZE Tlid
B4, RENHELHEEFIANSRIIHFS RSB,

HR:

Andersen-Tawil JEMERE (ATS) I3F ALK R THAD, Andersen-Tawil FEFEBEILE BT LU
BT, EROR T, AVTLABLOT S —ATIRPIOBE L DIIERT D BHFFES
NTWB, 2O, VT LURXT BZY —ATIRICLD, BEHLLEEE MG OE LS
2% BRLL TS, BBER LIV A, BEER I TIXT &4/ — NV TINICLH B ROR Bz EFTHIL
*BMETD,

ZOWFFRIZONWT:

HRIL 18 A& —A2 BEL, REFIIFL A (A FRITE L) 3 BOT no /RO, 77
ERENVHBVIREL Z 1D, ZOWEDKE T, HHRE IR BORELDNRS TRV ERT
B, WERETT 45 E (3 11 WA BFEICHEDY, 3 BIREHRIZIT). TOBFR T, K 16 A DB
ENRFEINTRHY. 3 DFTORKEE CREBLUAFYR) TITH, HREILL T OBHEH CREE D,

. BELDE
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MR A

DER

557 Ak
Telephone Diary
Telephone Contact

AT A-C DEHEDIA, 2 A Y TELEDH, HAWVE. AAIL 1 DUHY T bRV, FiEIz 2 -
YU THELLDNRNDE, B2, KON BiEFRERERICKTET S,

A

HE/MHA: clear cut periods of brief muscle weakness that is usual with rest following action
or long periods of rest. An unusual history with specific exam findings or unexplained low
potassium in the blood between periods of muscle weakness or an abnormal nerve exercise
test.

Ol REBEKAPE LU abnormal electrical cycle in the heart and/or extra, abnormal
heartbeats ' )

BRI AT 2 DU A TiIERIL:

s HIHMEAC

*  abnormal increased distance between two organs or body parts (usually between the eyes)
»  small jawbone

*  bend or curve of the fifth fingers (little fingers) towards the fourth fingers (ring fingers)

*  two or more fingers or toes are fused together

ZOWRA~BMERLTHEERL, BRBIUHADIER (K546 2, FTh7adtd 1 BRI
1 ERLNDHE,

M

8 20 ¥ LT

BARE, BMFFILTF = (> 1.5 mg/dl)

ER ‘

BEER

10 BRARTS

MEHRREIRFTERN

DR, UIAVY DB L UT 28 — N T IR LBIEREZ IRV ERE2E 5%
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o BERIR
o FoUUERREF

B
ZOWME~DOSMAFEEL. LT OUANIHSEHRMEEOE Y #F (Study Coordinator) ~, EEEHDLD
IIEA—VCEHEERS,

University of Rochester

Kimberly A. Hart, M.A,

Lead Health Project Coordinator

University of Rochester School of Medicine & Dentistry
Department of Neurology

1351 Mt. Hope Avenue, Suite 203

Rochester, NY 14620

Phone: 585-275-3767

E-mail: Kim_Hart@urme.rochester.edu

5306: fHSAESE (Nondystrophic myotonia:NDM) 58 LIeAX VL F U OREERER & 2 B
Phase II Therapeutic Trial of Mexiletine in Non-Dystrophic

B
2£)The Rare Diseases Clinical Research Network {32 TDEE #ZITANBLIR I E S BFETlid
B, LB LE 2 ZITI PSR I P2B,

Non-Dystrophic fH3RIEAE (NDM) X, 52 /37 (muscle cell proteins) DR TFIZRERITL
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