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#i= Preface

ZFTAERRER] & - EEREE - RN REISEREAE - EREEXRRRHMALAZERL
RAZERER > BREMEAMULNIIR  KEBMBAOREZE - ReEEXERH > 2@ 01 B
BE > EREEEBEE —RRXWER > AiE 1> oo HEE - BFEFHN—E > EEESMFEHER
MNAXAXAZSNBENFR » EASTEEEMEWMAYET > BEE—HAERRAR BB ER
ExH EXEEEY - EEERRER —RREIEITHK > mERNERRAERE > TENEAS

FE > MERMNEEREFRNIRIER > SEFEK °

BEFRIBEHHHT] Medical Genetics and Metabolism

f7i2

Clinic Clinic

Case Conference

Clinic

Clinic

Consult

Consult

Consult

Consult

Consult

BEERIAIPIE2 D ERTE Duke Children’ s Health Center £2 Lenox Baker Children’ s
Hospital » X EAEHE—RPI2 » AU EFIREITF o TRERGERT 0 HFT T HEHRFEER
A Dr. Marie McDonald » #8257 P92 %R 2 Orientation document 45% o 1BIBERHK 2% > &
EERNEZHNRARTEER  MEMBBEESRIFEBNG - BERE LWFI2ERE > TF
EHIRE Fellow HERE - A > REMWEL AL > REGNATHFREES « WEEREREE
RIRIEZRRE o

FIs2 EE D% Medical Genetics ~ Metabolism ~ DS/22q ° Medical Genetics BRI ETEHLL



EERAREA ~ #II ~ REABRIBFERHA > BT > SFAEAFIEGSRIRIREE « EHKIK
B~ BEEARIEENEREA o 5 Metabolism clinic HHAIRRHEENER © HEEAHE

Bt ~ BEAnEEAUHIPRNE B EBLMAE « KARBERE > ™ Duke BHBERKEEYIMAELE B
HEREEHBEE L EEAMT LR AR - DS/22q BI2EE Down Syndrome £ DiGeorge

Syndrome HIF9E2 o

DS/22q clinic : #)RESREFHEFRSIEER

MERESZISEZ R R » —ERR EERGHH > BFRUERE THEFERIUBBMS - 5K > &
PRAESNIENEA RIS B2 » MERREBERNEBENIsTRIEZRE -

Lenox Baker Children's Hospital FEREFRYIM G E—E 20 7 52RVERTE > BAMIEAEEIR—LE > A0

I3

thE® E ETTHREMEEINX o —i LSREINE » ET B 7% o WEEI TR > B2
MR MASERE > MeEE:E:H6M (Genetic Counselor) HEEE AT (Language Therapist) ©
LEAANEE > BEENREEBRA | EEEHME SEHEERER - BERRAIZIENE
I8 > e = aReniR T\ AR ERES » EGEMPINMHIAREER - REBRERRKE T
M2 > RE—RZANED THEZNE (tERPXXARITEY) UKARFESE - —EXE
BEME AL A —EI2ET (Registered Nurse) » B &M - A2 MER © FPrEEEMRESEE
AL ETEENAR -

F R BRANERETE - AP ESFTRNERBBREATOE » RAEEERZRE » TEE
BRET > LUF2EHMKA o BEMRE—EPIEEMIBITE "Hey, Mom and Dad!" UKkzE—iE
BN R > MERRRINIATE - MR ERRZBEXZREMAE S » XEMHARRITLH
Bf% o XKL > MERARSINERRE T IE  ERBMEXFRZEE » MERRMRE

RO ABHRR © BB tRE—TIE » AREHEE CHNEREFTEMESRA - ZFHEES



BEER—IBEL > EERB—ME®% > IIZiEE > XAnhZECHNEERFS T tBS—EA

AR (FRE/NZ) - RBNAREEFRNFRESZNEGN  EPSERARENEANZIED

HREES SEREAR  RERIRARBREBAGN - MRERERMAIE » AR EEEHR

(73

—RXTFREBABAZL - BRRAZD—/NE « B2RAZDEAUFNE > B TR » Kt
BRY 6 ImA - HRALEEREHYN - GREFFAHBRTEMEMN > RO HAEEARIRER
% BEEIINBRESNF—/ R EIEEE

JABRAMALf Dr. Shashi > BUIEBENERLEA o thH N SEREERRNHEERESE

BEEERMEASRSEFEERERNZEERE > WEFIREMNMARE (FH -~ FER

BHBEERE—CTEMN ) - BEAHRERSCHNEZRE+DEF - B4 —(BERKEERRE
Bl st A EER R DR BVEREERT G E M ERT - BiZ7E52E%¥ DiGeorge Syndrome
1T ADHD RIS - ith BRI 7T RERVIEE » —BEXBHNEZFHNESEFRDO © Shashi 2
URBMAAIRERD > EARERRER - FEMBREHEER UMY o I EL DiGeorge
Syndrome HVE#R}RE > WHET GeneReview EEERE - BT 2% » HEBMEARBAR
BHEE CV ABRARYRSE > EEER » tithB8RER » BE/VAAREM T OREBEREREES
BzBETEVFERE > BEEBE - TRANIIRBHESHERR c Bk > REBI T EAFEN
IR Ventricular tachycardia B9 DiGeorge f&A » TEiEZEMEAR ROS K » hEFHREEHEM
DiGeorge 18RAB arrthymias Bk} » IERBIRNEMzE T 28D EFI A T EIRY 2016 FAZE ©

7t E Down syndrome /22q F952 » KEMARURABRBUEBAGBERRAE - AM > X
PSR T — @SR L M » MEABH2H hyperCKemia HREEMBETEERER

(Whole Genome Sequencing)  iE{EE A Z 1 24 B MEE RN RERNER GRS > EREZREM4 -



iEREOES » BEEEREAHMRAGINARL T ME - BEARMEREMRBRHEREE
7 BRI ENBAD T EEREFHEBTARS - WGS BISFERER » AR H AR EERREATIZZERY

i BE—F > AREBERAZERE—RER - BEIEREFR > REANOBEHERFEDN © &
FHEERARIEEEER > BRM T BRI EHRE - TRIRER H BREESUTASZSH

BiEEwit L EE20E -
Metabolic clinic with Dr. Koeberl : ¥1RIERBA

EXWREESSEENER LR > SRREER - MBHEFHRES » EEEEFRTRK
ZHINERERSE 0 SthABRINIENR o ETERMRRZH  tRTKF -

EZRRIAZ Will B2 Kacie > Will ZER=ERwE LREER - BB ERRETH
Zily o BATARREEM BT RENETEZZAE o tBVEAER Clinical Geneticist > R ZE
Pathologist, Psychiatrist —#% > #:2H M.D. &F - HFM—BET 2/ » BithA—E

S
Riboflavin Transporter Deficiency (RTD) B ARG o ZiEXRF > E/8EET Dr. Koebrel #H5E

MR - EMAER—EF > RRBEBBREEZERA - IRZEMZER - mARSRER

W

T—BEENERX » HEREBEERET » MISEE T EMAIEMIBLRSE - WEMERNEN—RE
SEIEERR > Will BB BRISEH » FAREF AR  HMMEZER » HeTUEMITER - tES
FEEE » 5XE:R "Thank you, thatis really helpful." 7@ > MEEEER AL » —HEVSH
$ o REZECREEBEMMIPMERNAS o

BORA SR - A8 ERIEAH (metabolic) RIEMEET » AR BRI BE
(endocrinologist) ° #9& ERVERIEE#/L » MPIEEF T ERLL - EFIRALER RTD BIFIEH ©
[BIZRAEBIREE > FARANR > AMPIR R EELFIE Yellow sheet » Kacie —EEEZ XA

' o Yellow sheet B2 —EZERALZKEBITEN Review of system 3l > fESNE BHERTRTE? >



the] B EFF S0 o

[O)7k1%& - E{FEAE Kacie MEEAREZ—(E Rhabdomyolysis (RM) BIRA - AAEERA
B RM BIARE » MRV ERRTIAM A (HEEAHMERER » BB SRS - EEEm AR
TR WATE T T E D BEER A S EMU R I UERIAEE - B FREMARMEE - 7T —2
KIERE © FEIRE 4T /A EREM Dr. Koeber| 525 » Mith BIREER RGN EE Y - REBMAIFK—HE
[E12E20R » MR ARDERERRSE » WETIESHE > REEZHARE "max-out" EF) > &
FA "high-rep" @8 %2—L% > ZRISHONEHATF » FSEFLEFR o ERFFwHAA workup K »
Dr.Koeberl WHIFKEFHEARER Myopathy Y gene panel > AZKIZIEE GeneDx ATIHNE

#H > 1B8—F gene HIELE > M Duke 150 1@ myopathy EFEEEEMELL - BEREFKE
Metabolism clinic with Dr. Kishnani : 823421

fR—X » 1218 Metabolism clinic > ERBVERRIEBEFRTHIEARE Dr. Kishnani o FHREE » 5

:|
I

ERMZREN—X > B LR Bt R ~EEEFT o

—HRRABE » BREEMESR > SRXREERARZHEF > MEAFKMRIE=EZHERIU

f o BNECEZAHESRBREERY - REGBHRNETSS  SERA—E JIHETE

=2tk - S—IREEE PR EEL - HNERR » TENFREERE | ERHIERRN

Pl ~ MARREL SRR ~ TREBERVIRE » = « ZIRAIRAIERZAHEHRRBEEN

PHERET  FERBMRNAEEE -



F—ERAZE 20 RegAIFE S > Tyrosinemia type
1 > Problem list F9MHIREIZE "non-compliance" © 55—
HEARBNE Fellow » MRIREFRESR Tyrosine BB ~ 7T
BeAEBER » A SHE > Fellow th ATRIFHIEIEM RS
& BZET —TMIBEIREEE - EF 58T Dr. Kishnani

HERRE > fhitfy - RE M EFFHA © "Son, | want you to

make a promise that you will follow those orders." Dr.
Kishnani #&#RTIFELREA "My girl" 3 "Son" » FIESHERARZNLE - —X TR
Dithk > REHRFIMEABE T REEZRCR > REFIMREPARE > R > 2 EAIEEEX
FEBD/IMZ o

Dr. Kishnani Z2{EEIERARR & FIAHERIEAD » fEAATERREthEE T BRIESREAMAY T IE -
E(EVESREZIARA (Glycogen storage disease) HAZTHISEEEF - HEIBKR » EREE LB FIARKR
BEISREN—% » UKREBLRmEMARE » A MEERRAEUFHRAIRNBEZER—A °

hEREEB2EHE—L > WFET Liver, kidney Imaging 7E Tyrosinemia RJBHISENR -
MK Orfadin RYEIE  HIXET—RK 2017 FRIAR > MEZEAEERIES| » —FZETEaME
PrEiERE » stmEERANEHETE - B > ik B S EIRERIES I BIENBENXT » B
email #EPX LRVERET o BESHSELR BRI ENETE - MERRIEFIEEEME - h2HBK

RS - RE—BNERDE > RETERERRS > ERBEERAMBEMRREEZE

Genetics clinic with McDonald : EE#AMNFIEFE

SrEESH ) BERARIDATH » BB TR RECEEFHMABET - EERKEMHL

- ERHHIEANERSR REERSAEREFARL THENESR - FTERERR/N &2



TBHEEINERR - BEE > ERENELR (panel) ©

FREBMVSRNIRE » BERERERNBIUEEENERE > 23 HREE2EENTE - BMAEER
FELLE - BEMERRRRIEE » NEZRNER - ¥ Medical Geneticist 2K » BHEEERE
=i T2IMEFER] (Whole exon sequencing, WES) o

HNRBEARRR > BHEEFEEERTIRE » BEATHEM - BhEHFSHAEEZEERR
I BERIRNEENERER > EEEGFAEF - BEAKLE LESEIR - c]sc @ RER BETRYE
T R EE—WEER o

BB ATHERKERMABEL > EfiFKiED » RAKKEEEERLTERHIN > #5
AIRBHENLSEE - THEERMERNERZESR » BRFASRE > SRRECHBLUTFHER
g > BB GEEERAEREENSEE - EEEKH T8R4 (Hitand Miss) B
Fo

HBERRASE—BNERR » I T EmEEAR MODY (B LERABERR) ° REMMERR
RA=MhZRAEHIIFRBEA - R EBEEHMNEEEM » B8F—FE > REE > B+5%
&l » EER—B AT ERERNEAES - FRASKE @ WFFRERZEUSERANERERYT - 45
SRiBEERT > HPIEPEILRFA -

EREMNEZENER » EE2IMEFER (Whole exome sequencing) o E{F:E:AMAE RFZ F
ZENHEAD T EEREFRVBIAR - WES BIFERTERN > AREICLERFREERGE - BiB—
Fr REEBERAREE—RERF - BIESEBR  HEANOBEHERTERN | HAHEEE
AR ERR > BREM T BHNERZHERE - TRIFER > EREBF/UTEFSHERE B
£ BERAE -

WAIERBVAER - BIFBARILLA] > HER "VUS" - HER VUSIE? VUS BIZ&NY



Varients of unknown significance - 2@ 8(5F1 MEE - BEERANESERERYS > I
Pathological » BXARE » Al Benign » BERHELEEEIBWEELIR > BER VUS - IS KE
&> AEARARE > BEE > HESUSENSES » HERMAEREE - EAREASRIAS
BRRFIERE > ERMED—ERHNE SRR - RMREE FAZENRA

£ Clinical Genetics EfEEYE > ERJUERIEBR2ARAEFIIRIR - RIE—HEE 23
and mes EFRERERFEHBECHALITHRNES > AFIFAB BT RER FEEREE ° M
IRSTIEERE » ({7 AERBREMAVERTEIN U ARREORFFA—NRE G ERRRAVARE

AFBEEEFEFHH o

SERTEFNUFFIUBRERE - ER2FRIFME Genetics » Genetics WU ERAREEMEBEFRE
KR 0 BEERTEREANS AET o

RE&FFIE1E Cerebral ventricularmegaly BOfEA » MR B HAS A RAVRIRE o
ventricularmegaly EHMERFEREER B BRAIKKERERE » EARRFEER— - BEF
ZFHIE » BE ventricularmegaly MEEREEHNEREWE 2 MERNEBZRE VUS » EFFE

EBEERERAE -

IF4N Dr.McDonald & &%&—EFI2 THIEERE | "Genetics loads the gun; the
environment pulls the trigger." TBHEEMEREERRN T > TESAIBRIRIAEE o

BE > MEREFER—1% > RRMOESEHK -

BLEBRARZEN SN FHE  RBEAGERRE - FEL > RMEETTBIBFEARNEREE
FMEERARZE » TEREFPA—ERHRERE AR ; WEABBRER > A2 BERRER °
£ TERPREEAR-RIE-72F1 BOSZERIERLF > SRIFREIER - 28T > EFFI TR RENESEN

s BB AR R STy » —YIRERSIB T - —BIERS S2E R - BER LAIZEBRENRR



FERAZERNBRERERERER » ARTCRALRERENTR » SR ER > KR
BRI ERYRARE] TR - —(EER LA LHENER  WAREERAS L 0 —RUERRIR FE

RE > BUAERENZERNTRE LARINMVBEH RS » A2EEERNERNFEEEERSGR

& o

=]

BE > B—EUSERBREERLUNRR—EhR > I TEERIRG » 1TRRNABRES
BIKRK] - BRENER © SR 2 RAEF—EE - BEIRK > A ER  EFHEEGREEER

ERNESEBEANERE > 526 » RI2EBTTHINRRE -

/JJ

T B Coordinator Dr. McDonald MUk EEEH:LHET Sarah &R

Genetics clinic with Dr.Jiang : EZUH A Bk

9 BB AR #Z » WMREHIR o it E REFERTEE{LL Cystic fibrosis » 1 7 B EGRIB 2 —
1@ Allel 2 pathologic » S—1@ER!I%E =1& VUS mutation o X &5 BI&E —F P BRI K HEEE I

% BEF—FREBHBA - BES—FERZRENES - FRRRABAAMB AR CF gene



carrier rate REE=Z 1/24 > B/ NZRVER > I ARIBOZBBERN/ N Z > EFREERA CF o
INEBABRIETERT » BEIRAMTRINE - BIZREER > BERNLBEWIRES ERE
o HE » A IRT #1 sweat test EEIEREMT » BIFFEEHA T o
MRR2AEH » RRZFFMEREE > 1 S8R5 [MBIRENIKRRE » HFM T BEZHE
B HENEEMIIEARE Cystic Fibrosis - MBERAINIERES » sJUMBBIAL > BRI

DEEERK

Dr. Jiang #13k:R - Cystic Fibrosis BIsZEREHE
BED—(ER BRI CF BUEN » MUk EEaREm CFTR
BIERS » 52 TEREREZER) (Clinical diagnosis) ° 5
Sh > AT URERNAERE CF> B2 [DF
k71 (Molecular diagnosis) o E[EIEIT TERERER-

RIE-DF1 ZEMREIRRERE o

B Dr. Jiang &8 —

Inpatient Consults with Fellows : {¥FREABRITER

B IBEALEERM > UNZ—EERZEER (Dysmorphism) 1 Bl L —LEERKREARTE U
BAE 2 ER - BMELE - SR BELIEN B SRERB gene panel F—F > BEREEH
& micro-opthlamia BY gene panel ~ /NZ#4LREE Epilepsy BY gene panel ©

HEBRHERZSABHEIIERG > hydrops fetalis » —{FIEFEHEFFFBIEEE » F—iHH
M B FREMNFIFMERE - WEBXBFENMESERNZ T - ERESREMNER SIS

o



BHREHEMANEENRE » BIRER/NZEZER IVA > (ERTE AR ENSE X Bk - Uit
fIZEN% S > AILARERE/NZIAE » NRBESNRE » E2HHIBEREAMPIE © FAEE
ENaEsR 0 thERE N XHEEAMNAX » BEMITREMEH - XEMEAE OB SHRTFHIE
T BT ADERANRRE - AT > BLERBEEERERAIL KA ZE —EZZ o Will f#:] "Your
question is good, however our answer is not." > FEIFRFFITIBETIBMF > 2B —EERZEM
mBHEE=RIFEBH :© genetics, pediatrics #1 nephrology o HE& A8 F|REFHSE 4R

REE > HEELTESARRNES > SRMFAE on-call -

Case Report : BRFFIESEMUHEIRES

FEH > 28528 Dr.McDonald #REEMFKER "Gem, would you prepare a case
presentation for our case conference?" ZEMEFHNET » BEH > BRREFT » BERSEEIEERE
(x) BIESERE (o) HuANEEMER "No problem! How long will that take approximately?"

EZETRNETF > FHETERE Nelson Pediatrics BWHEE > FIREFEBRS - HET —
& TRKARIEEENE] (non-compliant) RYAEIMERAR ARG > FIGIRFTMAVER B A EHE E IR
&%~ I RRETEEARENERRE » UREMARSEEMRAFERNMIRERIE

77T BEHREEERNRAZ RN REMEE— NSNES) > FICHR T th —+FRAVEET
#% (thELH Duke EEMFRFEREIEY) » IBEEMRERE LA excel EpITRE > BEJEME
WIS ESHINZAERIES B © PPT 5% - ARMRGRENEAR » tFEFEERER
BRERE—R

ER=ERGREMR T = ERNEAEEMIN - BH=AI Fellow » =1iI Pfizer EBJATRAVEUM
AT ~ BMUAKEER phD ~ Duke RYBEE o IRERVBIZTDIEF > R E TR PERIMTS -

ZERSREAMMAR D Z B CEBIRARER » At ESBBERIERIRRE - Dr. Koeberl ¥itH



TRAVHETHI B LR 7T aRER - R 0 TEEERMEMY (hepatotoxicity) D FER
Succinylacetone » MA~Z Fumarylacetone ° SR EAEXERBEINAKR— > ETEZER
PRESEAIMI MR E R (7) » FFRBREIELERE o 218 > Duke B4 hIRFRIRM R T MfER]
#8 ! Succinlyactone # Succinly-CoA FRBRMA? (BEERAB) UKREMBESENEEN
HE Tyrosine 1§ ? (BZEEARR » BA Succinylacetone » ©ZiEIELILEENIBH)

g% —(IZAIRABEERERIER Fellow M@K » 457 # %88 > Dr.McDonald g5
ENERRMAREA T > FEREWEMEMER o EUIMATER - EHIBMNEERED TEANSE
BHEF > FTEREEEFALE  BEERTEMNEXABORTRLSHNEE > EEEF =2 H( M
PR RZHNERE-ARITE » MEBARRRELLT o

B REFRABRRERERHBNST (MIFDR) - B2ERFHENZE -

A non-compliant patle
%h Tyrosmemla type 1

T RERESRNHMN G LREEZE



SE#EEFR] Pediatric Neurology

EMU Epilepsy monitoring unit : SEEM KA A E

F—XRMEBEEMNEYR » KIBEHNHBBRIENATH > BEESB AT ANERE
BN EMRI 7 —1% > REEESE ~ MEER CRIE o R0 I RENEIBER - MHA LA HBMARE
— F—EmA o B Clerk MNEHFRHBEENHRM NEBEDA%E 1 EMU (Epilepsy
monitoring unit) IMABENEE » T—FECHE ©

SUE EMU NBE A =16k | BRmFmaisTd « E2EZBIERME (Spell Characterization)
LY - BEFIg SoEF —EEERTANERRRIR AR » 5K BRTHREEERR T « REH
BEFRANEY - £ERE - EERAERIER  EEXARAMEEETHRE - 8F5A ' U
Reim N =8B B - EERHE BT LA B ©

FREIEES WEETEE—ERAS LHIRZBEAETLN - EEZUERER > RMEES

H

BE GREMHE NEBEEE  (Epilepsy Syndromes) U « HIFERANER 2 BE » &
BEEHEANEEEEMG > ARERERE:  NRIFEELARNER » SEATIERR
Al ERARTHAERNEHER - MRU LMES—BAE > BRERNEIIAZE > BER
BIRKEZEGHIAEZR > il - REBFHEREESATARRBIKEDS - RARE > RAKRRES
AUERTERED > RE  MFEERBEBERLER -

TETRAR » ERARFE > BETHA—LERE o EEMAEEE L » thERBIEIRHEAZ
YY) » 2EIEBFIMERE o EREBMEHNEA » B AMMNEER » T aRSBS
% BRI ENERMEPTERT > BEIMTE Fellow o FREM | TEEEEN on NG EETHIEE

o5 TR SRR B AR TRRIUIE 7 1 thEcEER » B9k > hiCE T imSaiFil - BRIMLEER



Byt s - EEHE—R > BEREER > URENHBESTFLRE -

Ai—X# Fellow 783 > BN LAER—RET AR/ NZAERRERRERIHRBA > B LEF
YRR TSR A 0 BB T B HIEECEERE - BREER > ERE - BARRREKET
KIEFT - BEXBERT MHABRARRERY B sEs2 i o

SRR O ARERIR R FRFIAR L - B T ST S S RIREE - RE 4R > M Fellow ITEBIT
BEBREARARBHERET o BIECEEM Fellow s3:#mRER » BIRMMAERTFAMERS
o MERERFENRE » MBS  hEHIEEHNE BT o

EMU HEWERN > LFERE T FETRAEERET ©

BRZZ Survival guide » BREERR EEMAVET—HGEE > EIREBRFENARE

RI& ~ BREUFIZEIE T RFEMD - MERXFRL - th BRI AEMIER - HEEREFFM
7 > —{& Code HARIFFDIEREERS - EEAEETIEEFME - —BLRER TR

MOnfaIs2 R ~ THNfRIEEE L - RBHEMT - MEREEPRESBR » thEZEEM

BEHREEFE—BERE AED (antiepileptics, ¥EEREEY)) HEERE « BEER - 8EA
DRIAME  FETREFANBIE S EAEHRSFEWLEES BATEEERE « EERELN
NE (ITEEmESEREMESHIIMIERS) ' Z—AEHERELERE @ t¥/\RAE
FERE - SENEMERS ) ITHNERERZNGRR  BHEERTA /)EHE -~ B
R~ NREEE S NEERDIKES o

EFFMANAEEAER ENBIMNLMAGHRT) > —EER - LRBUZBEL > 5—EE
BIGER > REMMNYFER > JERRENER > U FEEES) (M LLERGERERD
hH TRy ?) Hi - FHRMHZERER - REYINEERFEX > M2EE0 S ZERBEREN

sthE o FLAKREER - WEABHIEER - EEREIEFMTES LIhEEE » BEREREEX



S E-EMREXERARERE > MILHB[HE -
FRBPT > HE—RIE—REEE > ROBRARRIRENZZATERMEERZEE - 2 TH

R o IGFAEERERT - A SRR EELMEZ R -

Inpatient Consult 1 : ¥ E:2EIMERBEHE—=K

—RAWNRHEES > RSB G2 Fellow EMAE « mBEMAKEBIEZE F 2R [E|E
BARNTIEMERRERESER]VIE (Minion) > 2 FIRBEXRELE o
ZONRERTNBE G —REFRESZT TE2REA) > BFg2RRE > REEXERKES
ZEBRITERRNE T - RHALBUBER L > B aMMEER » (REREFHALERARE
REVHTF o MIeRERER « Fellow SRBNENME - BE USR5 EMRFHIRERAEZE BB
i o
[Dr. Mikati 2fE8 - 4 - EHITHIEEED] > Fellow E:8E N4 B> fo b7 MQHMAEER
FEINER > TRR B AR BZERHER - HEEFFTZZRAMARFIE  WREERE « AEE
FREAWHREZESRIMA G > BN LHRZMEIENR - X8E - 2SS 0 BRKT -
PRI S ERrIsEY] - & - B - B0 ) Fellow BER T —BEELER -
Fellow Ay Steve > ZfEMEME#RIERD » R/ NEREHIFREB—FRMERBEREBEN > £
FERA S TF2 0 DEBAOKRK > BHMETEE » B/ ZHERIEIIGR -
A EZEENERE? | 3 o TRATERAA ° |
A EEHETRE ? ) TRARRT @SN MEREN o ) Steve BERARMER o
FAET Dr. Mikati FraRRy @ A ABBAMEE/ N » Btk » B HERRIRAKREELL
INZIEREH » XATERNEIERFLLARLIRRY ? )

F—BEEEER > BERABARRERARER « REIRAZEAFZANIIKZE - BEE



BARE W ENRHEEFRGEEBUETHRE - FTERT S5 0 BRESEMEXRIE -
SYNERES > REE 0-18 5l ' B K EAVRERE » ARIEEZE - RMETAVEHE
SRUBENEE » UL EBZERT F2EMLUN  hE ik /e o 585E ~ EBMERE « X - AR
NEREXEEEE °

EERANRIARE - AEHEENRANESER - BHEEBEENARER > HEFH/)R
AN SEER B JFBE BRI [T ¢ “For outpatients, we have parental anxiety to deal with;

but for inpatients, there’ s medical team anxiety.” Dr. Mikati {HEZ#ER o

il

ERRE  BEIALD TOEMIFERMERZEIE) (Psychogenic nonepileptic seizures, PNES)
RRA » EHREERA @ NEEENELRMETZFMTERAMTENBERESEARMEE
ZEMIE L EEG 2R THIE) FIEERVEEERBGR » th /Ot A IEEARAB VT TR EERE -

E¥1iERE PNES RURA > Fellow MR » MABHAERHARMMITE [MRE) - BERE > 5
RARECEN—& > DIEBNIREER SR L RNEEER - tARREMEANSRE - RAPIES
B15 I TR7T EEG 2% > MBHNEMERARERE - | BEEBEZEERARE o 1K > LB
HUER » BAER | BAIMEEFIMERN » LA ERIMERE » BRI FEEKERE o Dr. Mikati
W EEAIYRILER > thER | BRMEE—K > BB1RRE » B IEEIECEIRERNEH—
E > BEANBIRT BERE > AEAZREL » BEARIREREE > EFEHREN - HAIHBNE
HEE  hWETHREBRNAE N EEERERARE AR o

Rt EmASN > ZAIETEER Thelma » BHNFRME O R EIEEREEEE(PNES) L
%o BTRE > XEHT PNES BB R - S EERRERRER > pUBtAM B — > B
$ b7 EEG ~ EITHMANMES - TR ERERE T EF - M—ERNAEERRERRALGHE

5 EE NGRS o



Inpatient Consult 2 : EJIEFE R HAGE(RiIEH A BEE

# 7 —1E Osteosarcoma RYEA » BHRIREEAKRD > BIFEA - A RARERERNRE > ik
7ERRA Triptan $EZEY) > EHERFEERBERIRELEA o 2AM > MBVERIEHZER A Zofran fE
F > EfthEEE Rt E RS A ENRE - R AR » 2SI - Triptan £ Zofran
HAEHIR Serotonin syndrome ° {ItE—2R » ¥ E2KER > MR BHER R RIRM EAEERERYR
8 o BthEARERIFEERE o EERAE » FAMEERE > Fellow HIERET BREHRIMHE
BFg > —#EPY » BEIEER "Current treatment of Headache" » —BAE © iIBEEE T (HE
HREBIMHERA > M REDLRTETHE > BERREE - B&BE Triptan BIERE > Fellow
FiR TS EEmIHERE - BEX T —5% » 5> MiEZRIZRIBIZ Triptan 1ZZE Serotonin
syndrome By > MELE@TEEERNHAE > th—REER > ABLEREIR Serotonin syndrome
AEEHRETSERIIREE o Fellow MEFAT TERE > RPNEZEEH T ©

Bk > AR EER T REEFREERVEERD - MR 7EEET - tENKMIRRER > RiTihE
B AHIR Serotonin syndrome » EFthEHERNREREINER ©

Fellow t#2%| > thEBFHBILINRAIERENIBES|IZERY o 2AM » EHERTFEF > FER
3> KREHOHNEIBES| % 2 BREERAARTEY EARAIEHER - mAST ZIENEE > MR
EISIE N4 5| 3550E - MR T 2B SWEAARTIR » STEMRIEL » TIRER > HEEST
RYEAEARK o i > Fellow EEREYIBES|E BRI AMBIKET - MABHAERZHRRE
ERMREFHRDKG ~ ERAE ~ CRERMBNEA BRI ERR » RINIEE Fellow BZESt
FIBMMARENEIE > LA THEMREENTERE -

BENEG  URAREBIN T EEESBIERNER - FIUERHEER > 24FHE2

LR AEABNEME ©



SRHTERFIRNBHERE » TEEEIHFIELEXNETSIERRIVIRIE » XA E

e ? HFIBHESEEZREEMS » (FEBEEEREURE R T HTEEENE - BERZT

Fellow £2 R BRI B HEVRERRAE B AR « BENMMEHEMISE - WEFE—

X BFIERE MBRENHAEEIBAL

#HANRARBEEREERA » UFEXRETLE - HHAEE - ERERBHARZ TR AR

L HEEMEEM o BEMKA « [FHIE - EEERERNRAS L > FHFR—EEZPREZ
BMNERZE > ThERBRBIITM

g Attending B5S—1@ Fellow 38 » #RZEEZ Valporic acid # Phenobarbital BtEEI1E
FRES > I8 T TR > REFIKNZRA » {8/ 7R o FEBZ AR @ERMLIF 2B AED ~ X
S REEHMBYRIRRR - EEMDAMERZERILTE - 87K > R UpToDate &Y
Drug Interaction » 238 Valporic acid 3% Phenobarbital FIMERE EF » ™ Phenobarbital &
:Z Valporic acid IMERE T & o IBERE4 Fellow & > BTN EABEMAMEEEEREE
FA o TEERERERE - Wit ZEE—HSR > WaR > RMSERAMA AED BURE

BREEZET—T » AR LLEFEIRNEER » EEANSERB2ENRIMEGEEE ? BIFE
RESERM » REERT/NZEESHIRRIEENRA > 7t [E:2) - REER - G 2EE8
R A W BR A 175 58 T 12 B B2 B THAE 75 EN RS R R AU - 4Pl Amblyopia » #iER > 10 > 15
L5 ? BB 7 —F Duke IRMVEEENNIBAFEATFRIAS - B > hEETIMALER
RBIF (FEEERETIMER!) B —{EEEE B (Aclavaria) BORA » INZIVEREE R
AL Bk EEE) 5 Dr. Pizoli #8224 "Googly eyes". MFIRVIE R BNERANEE O] BEIR A SUF M IE e th B
EREF L 7 GHEEVREE - REIER THHIE > ARBAAMEADEFR > BEDthsEAE

BEE—EHTNEREFE -



EEEZHER (BEBE) —EK !
ABEER | MRAEM (ZEBEENRD) BEAER? —EREL ) hEERAEATRRE
fEfth > EFRIAZRSE ~ IBENREFMAER—R - AMIEERIIRE « BthEE o thEZE AU
RHERIEITRAMZE ©

BTEBOENET > BRNZEZEBRATIE °

Inpatient Consult 3 : ELKEFR{T

T

MR EZ B H/N TR EE%B4T > Fellow MFKLENTE (RMSEADESE Divide-
and-conquer"&f@8:R/%) EESHREA > BEMPIESERERBRNMA - EEEREHE LRSS
W > WEFMPIRRAIZ RS ©

HESRETBL » BPEGMALME EEG BIBIZERIEIE Dr. Mikati ¥R o Dr. Mikati EEBIFRARAY
BE > A2 ERTF - RERHE - ISERBVERRIEDK » 57 > TRUAIEE BT > §

1SIETERIKAY Spike-wave BREE @ BN TARKBIFEEIRERN - TEEEAE » DARME
ERR > BREMAME > REE MRAKRTE <

Dr. Mikati BZRZINNMFEL > W EAREN D ZH RS - ERERE —IREENRLE
RMEMARKAREREERT - ARTANFRUINGRAR > thEEEE2+HAE - hEFRE
ARER » FRTEBEB2 AR » BEZIERET Sympathetic Ophthalmia > EREOBECE —ERE
TERARERZEMNERT > FRtHE TIREE > MAIAMRREIR+ET - RFRE - #EHE
Bt E - B EHFHMNZE > EEHMANRAELHE-RRE > Z—RZEREBRIENER - &
3R > FPI—FTRARARI MRI > Dr. Mikati KIZz—¥ o A EMIRIZER 7 AE—ERETEAIR
750 | BFIFEERIEEENEEERE - GABER > ZALIF2EZ=RE - TeEF2ME Cysty > fth

&t o FAVFE MR Fellow : TMNREBRER » HHHAR G RIEESERMLIE ? 1 Fellow tHERRA



7> W EEMER - M EINRME L > MBI T EALERBE © kg > RAMMSITEMR
3% 0 RRM—IREEFRMER EMAEIZR Frontal sinus RBEZEBTE > RBEGRERZERL
(un-pneumatized) > EEEREE o 5t » RAOIMEEFERIMELRR = > IR > FRiBERKRRHE
X[ T REL o 7£8 Dr. Mikati #|R&E®% > ththAXK > RECWRBEBBAEKRNRA > ERET —
1,

W ERERAEERRIEFE O > Dr. Mikati BE|SEEZE > #HrIUHRFHE—E - thHBEwE EEG
Fellow # Peds Neuro Fellow & EEG - i E[Ef#FE EEG spikes / waves A HHIEZ 2 » B
T E A BB REE M A FRTE o

G BERE  RAEKREM > RAfM - Fellow MFKEE/ Clerk o 7£ Fellow MimAZKBREZ
B > Dr. Mikati BE@7EIHATEERMEEETT PE > WAFRFHARE » EEFHESM—R o fthil
BFARE—ENRARNFF > 81 > BMEBEARE TER —EREL/\EE - Bt ERE
WEHER » ERETEMAISEREHE (Spacicity) ° TZEBWEE%A Adductor muscle spacicity T
HIRRZ X (sissoring) - EHIERE"Cortical Fist" » :BE RABE » BRFERPFRE - HERKHSE
% FHEBRBES FERED - XM THEZEMW > ZIRBLE Clonus > BSRIFEZ(E Upper
motor neuron sign ° It ZEEBEREEE —ENREREZRRELIEEMAKBR EANGR &Y
B AR T -8 > WRh2ERERES - ARREAENESREMULGES - thil > B0
Venous pulsation » T2 BEAMBRREE » —BERFT > FBRTAXBEROKENREE °

Dr. Mikati ZPRIAABIFRARD » BRRAMA—EFE RN HERRFSR © Alernating
hemiplegia in childhood (AHC). BBt B EFIE AHC HIF9:2 » BBEIBE AP AEIHIMNERE
2R > 74T EESBFRIIER o

REZBERKEFNESEHNRER | —EEFERNA+mAEERNE » —BSCAMLERE L



mEFAENEESMAIRGUE SN EMS > FHIGRE - FE—(INETHWEARLEEERECNAE

RERNERYE » ZHEZHONTR - EHERZE - HERFHNIERGEDYEE LT

REFY > BERIEMUFE > BRFIEHEEN Bt ZERSRES » EFHELEHRTFRIEE

A FREREIIRTE o
HBE—EREIEF—ERASTREZ—ERANEGTEEMEEER » EEARTERR

3R o NEHERAZRERRENHA » HAIEHNEREEEERABRRERETHER -

F—HINERNEERNNEER - FAREBBNEE > BFTE AT RERIR - Z2HATE
B > TRPABEERA=H] Fellow BRIFF > fER7T TEHIRAR) > FEMRERMERSHNECERLE
TEMAE (B) IMERKEP -

2E Fellow EBHRABEENMR » BARRZABENHATELR » BETABES » X
A BRI ERRBIC (X) (Follow peripherally) - B2 2 ERB/NEMEE @ TYREE > BE—8
BER QEMA—T 1 HRRRBERRY > AR °

HFIBISMEE T NRINERE » BE—(EEERRINER -

AR AR EZRF OO HT » MIRABRBE o Tk > sIEIHE R B R » th3EAE
BEER T MR o FRA AN > L ZIIEMIBEIEET TR o 37 /6 » KseE MR - AEREE
BEEREIIN o tBEERERLE > ERM Fellow MERER > FTESHNEBRASERTE—

2 BERTEES LERKE - TH—H#5 > ER TR » BRI -

Fellow MIMET RHHE > B8 7 —#8 > REVIHERM > FIZ7EEI Barinskisign > /)\ Baby Y
EFFH 7T T » BHPPEAREMER "Thisis a good sign!" BREAETHIRETHEH T ERmRIB - &
3R > /NR 5 B BNERRARES o

LT B > ZHIHIETE > F Fellow MERRTER - EMRABRSMERNEETHS



2> ZMEIERRABERRERE  MNERSHMEEBEE -

BABEIFHR -
Morning Meeting : iRERFIE FifZE

SiE-F EN\MEERNRHENATRHE - —REATIHR > ARGAFtEHB BRI
BRLEENEZR - REKBERVEF EE - RENAFTETITHIIEFTIA > MELAKZE
MIX FARA » SREEMAREKEBESEZLNAE > SiEB SR B HmpIELE

BBEIN—RXE > KEF MRS (ZHHEEERRE) HRNREUMERTEAEED - RPFITIR
SERREEANME SRS  BIEE.. 57575 > BEMRRHA MRS HELLERBRIE « 5821% > ™
MRS EEH &A% o« BEEBRDSET R VR » ERRMRTHBEUSBRE RGN 5
E > MRS AR BMIRS SHIBERIMAIEELLE o E Dr. Mikati BEIBHEIRERE 85%HVIEHE
ER > fths > BAE Carolyn # Monica (MAIREBFAIHAE RHLCEREM) RUATIUE] 97% o &
R > BT — T HBWAEZEEZE[E "performer-dependent”" EEGEERMNER o
Dr. Pizoli > thgiE Carolyn > EITER » SAFBRAEAE > RERAHE > RAIERERERA S
B o BTG AV ERE - thal ERGRETAVEERIMALRE > §REHES > MEA L SHIREN
B8 - AIRER 2 B G BEINMMITIES > tItt—2K » BELR EXEMFEEAERERE -

Dr. Pizoli Z2{EHGEEERRVITAE RMER T8 > RENERFEE—ENELEREE (BH
FER AT EEE—2EE]) » EE—8 Dr. Pepper c B ZHAHEFANGKRER » H2IRHERS
DIBRAYERIREIRE - EE G0N > HMABETEMENR - A RARITBIINENRMIERERZEE
B LIRAEL - R B 2RI —EEEEH « KEEMEEBEESRANERRARSE > tERE
REBRMER  TRENER - —ERFERNME - FEREEERARN poly-G mutation #

Depakote toxicity AR > WHSMETEEEREENEIE c &% > IR 7T IRK » 3R> NEEXE



T ERIZERIEEREM Valporicacid REf&R o | BERE 15 - FEMMEEWTEBRERIZE

HAI

FEE - BEEBRARIEASLER NN BRRE -

PR T AR BT DASN - th ] IAEHR I ERIR BEHERRE - BB AGE (x) RUBAZERER o

Dr. Tchapyjnikov (B FiBEET | MR EFAUM Dr. Dmitry) HIEFZ#W2ER Lennox-
Gastaute syndrome (LGS) BB A > EBGHREFER—R Epidiolex® BIAREH (CBD Oil) » A
RIZBEEHRN - BETSERAMFIE - B - tEBRGFEHFEL CBD Ol BFIMRAM
BRAMEEHA - REEMIRAMARSHENEN - B VMRESL » KFCHERER—ER
BERIZE Onfi (Clobazem) BYRE L7 » hBRISEEREE Onfi 8 » BEAFCHA—ERA - BEIH
Rt BRERMEE » BIREERERAS EHNERKRKRIE » #HREPRHE] » REBRAKER
BERGNEHE -

HABHET 2 FIBIE MECP2 gene mutation BYRA » BB RAIGFEMFERELARIEEGIERE
2 > AT RARHRHAZFT Bryan Center Ja—15 (MIESRMIRFEE SR HEMHI BASERELS)
YRR o BEPMERMN T ES AB KK » ISR IR MECP2 EEEME S FRZ4E]
REEFE(ER CC B L > R TEERRNEYEHERARTMREE—EMBEINAE - B[
ROBMBVHELRER T —4R > RIEAWNHEL > RENEIERNIME TRZBEEME EH -

I ANLEs B Y > F—IRIRIG T R RIBBRER > R TRZIE S/ tRIZFBES K
FREZ/)\ o BHIBTE Duke RIMINAVEE: » RBNEZEREMAHT > SIm A RAFELE

BHIZESE o

)<)P
gur

AT

Autoimmune Brain Disease Clinic : BEEINPISE

E=1ERE Dr. Zafar EMNERBEITE (PICU,NICU, ICN) » fIEZE BRI RIEHEE > BE

REFRFHESR EMREIRRE - 1EEER » FEHH—SHEEMERE/ME -



Dr. Zafar () #1 Maggie the Fellow (&) —
Mt ERDEERELRLE  REZENEEREREEE
A~ —&8 Fellow BIZEENBEBMEX B HES
2 o e’ - AR T FERZRMBVEE RAKFT
2 B4/ Clerk BARBITRERERYTF o

FI2RBE=MRA > #EBIRED REVs2E - 5—1E

BT T
F. |
N |
5 A4

(NMO)" » SR BEIEFEERRET @ BEMZFTUEES "Seronegative" » ZE % AQP4 Ab 214 >

JRE LEE "Seronegative Neuromyelitis Optica

BRI MOG Ab B3R 2R > 1% M Dr. Zafar 53:&iB% > fhig NMO E{E:2 B2k Opitc
Neuritis with myelitis o #2AMERVEREA NN HEARIE | RBEFAEHREIFE > HFHETUE
3 DEERNEERED T EWEZE - TRNBRMEARNEREKE > BIEEREZZE
RBERIEEREL > B MK » hAFEEREERANDN - iEHmESD > KA (Phenotype)
BIEA (genotype) UKRZHEMNEREY) » ERETLE -

EREAFEE > — BRI ENEE=ENEFNEE - BRSSPI ERERE
—X BRATNEEROEALH o HMFMEIDENEFEFRC (Infusion center) EBRA > 40
FHNARARNE B E—EER—EZHE > WRE:2 -

REFDERREAL » HRERNERM I UEELHNRBERES o —E/N7/MEEa « —@N)
SiE s —E/NRERSE - —E/NZE% Fellow s WEBSRLEE—EZAI#K2EE Hashimoto
Encephalopathy RYEA o fE#EFIA] - ZIBEAMESIM - EBERBRIEYNERX > TXEHEY) -

HIREMIERMENOERFT ©



BAREE VL > Down Syndrome » &R EHLESHFH "Spells" (BIETHERS S
FERIRVEE(E) o RV FEIRE G HIRALRL > BE—IR > EFAMWETIMNE > BESIE » 2BEZEBN
AR > EEEMIBZESNET o ththBEE « =R « ROK -~ 5ENRERE » EE—EHERE
183 o Fellow TR E% » HARIETEE - —(EERBMAS BANEREMEE - ERAZHE

EEHERAET o | FERIEEmR ; TthzFis2Er Hashimoto Encephalitis HEZEE
Diagnosis of Exclusion » Mt X B —LEREE ~ FERRVE > FFIthE/)WOESHE SLE ° 1 EREED
o BEMERFEEFNRASRE > UEEZBWRERFAIEISE o ERE/NZ&4Es15 Transverse
myelitits EEEZED6E > FH TEBEATERFRI &R o U EEES > | AREAD
RRRHBIERISE o

7% BZD RIERA - BRI BBEME RN Ativan #apY Valium » FA—{EZE4Y) R EIR AR REEIR B
FEHIRIRE © Valium 0 Ativan EMERELZR ENMREFRL » ZRITER Valium BM—& > B

e EEEARME o thth BERXEIR "Stay faithful to med" —EB > BEEESENAE

&

ZEMIRTTIR 0 RE T1TARMRE - EERFEA » mARTTARNREHIE—LEIRE - BEHLEM
BLUES o IFEM B R EHERE (ERABTRATENEIR) > EWARR "SickRole" Bi@7<E
B > gHIRRIE (regression) ~ 4h#1E (Childlike) B91T4 - MMIEIZR AR AR SHAMER TS
B > AR SEREHP—EERFIENRIR » BHAHIRAIEEER OCD o "As parents, we may
have to be so-called 'detached to love' " #5##}ERT:R » —FGEAEERES » BEHREEEC
imE  ERRARBRNE o LEEIRAS) 0 EMAIEMNZEENREEE » XEFEREXSER > AUk
M fFIE B CEERETEDER » AERRKRE » ZBREFHTIRIBERERE o MRMFIEITA

MPIXIE "Save hands" » IBFREORENZHE > BIBDEM TR o



ESEBEMALTEIVRASE » BEEMtER - IMZAERASRHEE > BIRERT T > FRUAUZ

LZODHIE T o AR T BER - AEIR Z AN TR A B & mAYTRAIRER -

HPICEB —ILUBHEMEERAEZRRA - ARNEFT VDERE - RITEEARE - 41A5F
ZHMEBIINAEIERIRE - BBE—EMBVRAR(ER T e > MBS MENEEE S EMEERN
BIfER - (EERfRH > i 08 T LEmInk - SRERRIRAR - ADEILEEELIARE 5 [R—REBRESEIZ o iFE
FtAERERENES T AR > SERERE - BERBIMERERE > eSS ARG TR » TELE
CRREK (ERATROGKRRE) o WIt—R » AMEFERDAENER > EEBEBEREITAKIEE

R o
ICU Consult Brain Rounds : #H£Ei5tA K2

ICU B{EZEHANEREHE Brain rounds » —sYsmiERER+H/NEA » TEERIZ/) fHeH
&R EEBRER - SHEBHE  BH  KREESRAETEEMNEG 0 —50H
TRE—EZ/\EF o

INSERETRRIELET Dr. Mooneyham FEEAEZE @ BB TR ILANSEZALBEZFIE > REA
REBBUMAZHE » "Here's a teaching point!" RiEYCIEEE - FEEMEEF/\ KR BN
i RS RS RRARRBIES SR  2EZM - BRNERHRIRERA > thg "Sign
off" » ERREREE > BINHEHE LM « T E—RIRERXEHR AZE LRERE - it
SNRFIHAHFRE N BRRERENRE » GEAERABIRALRERR > U TRFNETR
B#RE) AHIEEBHRIEN > AFNEREEEMEEREN B EBERR o thZERF > |
HEERN » [EZEEFERALENSCRATHMENRF - A —LERBIBREBERIAZ

Dr. Pizoli f&#1 Dr. Mooneyham E:&:R > ARINE HIFERMEEE > #HEARBEREEN -



wafth o MABRIZMABRMK

Neuromuscular clinic (NMD) : {81 EERIE S F IBEE

£ Neuromuscular clinic > SERA—BZ BT LE/)\K > KER EFERANZFIU
REDMMZENEREAR ¢ RN #EIEM — PNE /NZE4&KEEN — PPl /\ERRERIEEN — PFT

FThEeteE — PT ¥IEiaE — OT HiAE/AE — Nut. ZEE0 — SW #TEl — Labs/XR/Flu &

At T — NEAEHRPIEZBVESRE » LT INERMEEE 12 {4 » H A DMD & T 6 L » Spinal
Muscular Dystrophy @i > LIF—EREE » FHREEZEE » —4EHRBEREEN
Congenital myasthenic syndrome (CMS) ~ Facioscapulohumeral muscular dystrophy (FSHD) »
Bethlem Myopathy...5 o [RIERRENEBEBER » BEBIEERANKEREZ D ZXD -

BE—EAMNRERZELHIREZEMNZELE Duchenne Muscular Dystrophy (DMD) J&E& o #¢/)\
TR T RERS T INRE 0 IMERANENEN —RS - BEAREETEERA > KE > REHET o 3%
BT EBIER] > Dr. Smith MUEE S » MR ARMERR - EAEEXEFE Quality of Life Clinic » f
MEZHFZRR BRI ERNER - 8K Palliative care » THI¥ Palliative care E&ERIET |
Dr. Smith & > Palliate WERBER\IES °

TMER A ZE DMD JFRRYF—in » WARIRBEMAILE » #EREHERNE T REKINZE
iE DMD EFZEE » BARKRE—RAEICE DNA > BIENEEMUHERS » BEMRDHNIEE 8
&5« AR - EERABCEFHUIEE - mAZEBEBBR D F » —ETRREBERE o &£
FIERATRAR TR » WREMRAREHR - [F1R%HE DMD ERREMAF - BrlsEREE R T
ZAIEEIR TEIERY) DMD HE > MelsEE +7/NEriIBEER » MKEREIT Becker muscular

dystrophy (BMD)  Dr. Smith 3% _E{EARAVEER B —RE E A LLRMART S ER XA



1% BERNSHAESEEEHSENIR > ™ Dr. Smith SMARZERY) - thEEAR » BRRIRS

REMERAEER - EREERATIRT] > JURBMEN » HERNZFERA > BAETE
BH > R AT ER ARG RERES ? BAIASK > #BEMAER—KR= - Dr. Smith BAZEHA
SR AN ELES CK BIREMR - MREITEI—ZREME - 3R - MRAMEREMRIRE - 2EpIE
(CK) LML » BIBHMIRE » IR LUEAINERRIERIZE  thiR » FAFKEEERER
REFIBHE - SR EBCFBRIBHZIAVED - LUREHABHOME MRI BB 2 AMIHET -

B=EmARZLZE DMD > RN TAIME R > TR AABERZERIE - B ERIGR IR

i

BREEEN—RIBEIFRETHS > BREEEEHE - e8RS EHE - EEHETRERNK

i}

% o MERERE > HEERAATEHIEN adrenal insufficiency » thEEEZE7ER o
Unexpected Event : /e

EH”%—1E Spinal cord EEERNRARRKE > B5EEM Fellow sTmBRIE EZUKREBEN
A&P > BIIEEFHBM— Brain MRl (##Y PMH & GBS+ meningitis s/p VP shunt) ° Fellow &
i & EREAIAY Note Ko > MARABMMAE - R—XREH= > mANESRMAFHERMFRRES
HEEZHEM—R Brain MRI » SR BRITEEEREMITELENRT » TS HEERE? =
BEEGEEEBERR o

EHAME E Fellow A8 Dr. Pizoli #|R&EHEF > #5872 Neurosurgery FIEFFIREFBILR
BB T note » A \EEAEIEBHFEBM—R Brain MRI EERET - ERFIES > —HF
REEREEHR ) —RIGREMAEZAIEEEIED incomplete note ¥ » A incomplete note
ARUEEHEFKH > EERE > BE—E/IVNEERIERK cosign BMERM > FEEEH
1205 ? & > RIEME note HFHZE Fellow —EEIEIBAY recommendation > #ht{RET

Brain MRI EfEREE ° WItt—2K » FEIMAAE o



HATAREEHH  RNAEBEMIEE  BRXAERETNLBEERE - FAAMTALSE
TEAHE > RBEETHE Fellow BIRE > MsRARERIE - (RREIMMER - BRRASERIR > BHERE
HEZZPI LGRITCUER) - ENT —fEF > BFERANUTHE Fellow &% » XAILGEILAE
ERARTTRIOMS > AEMASIE?

B TEHKS > ER LM Fellow B - Wi TBERATEZRAIUBEZM » LUIBREKAIE
MBEE 7 ) WOl T B BMHNEME > TRBEMESE > MEIIZREBIMRHRE (B
BEABHABTERIBEEBFEUR) FEFE - RERKRFAMET - BEE—R > T LOEAEMH
R HEAREME SR aRBN IR » BrERNEF « IR ERERGE T
R > BMHERERE o

BREF B RPIZ AR - WhBFEREMRIZIEENE F o FELTH > Mt —ERENESR >
RuthsE sy S0 - SR AFERREESE - EEF BRI OEN R L KR ZBIFHEFEMR A o
EXB_ERFENSIERRR > FRBRE—AFANERE LEENS > WRAEHZKLOES > A
ARRZ T —+DEEMASK o

[ER%E > OBRRMERZT » R T —HEMMRIEREM » fULEREEMF - thRIRmEIEE
> MBDZMEAELORE FHBVERE - WITIETL - Y8R > YRR - IRFIZEMHIE » IEE

WRE > B=RIAE > WREEMHSENTEESE - FABR2UAEZRENHEC

Dr. Pizoli and Feedback : /53 #h4ERY B FMELIEED

ZNZR 55 U B A R/ VR BIFIES BR 2 s SIERMERE 2R HEER - (F8 TRE
#&7E PICU ~ NICU £&) o EIUEMIEEEAR Dr. Pizoli o KRS » UEREAFIFTN > HER
IREC EASRAVFHENE - BREEREUIBEERM - BREBEEW » BFOEHTHRIMF LAY Dr.

Pepper » BEXREET—¥ > iR IHBEMTT—F Dr. Pepper > EHERMLER L1 > X7 Wk



REIREH > 23 —REIORRIIERE o (IR T —AKO - BEEMNKFER > thEMBAFES Dr.
Pepper Bfig > ZRIEEREM > HUFEMR T —EA®R » RAMEANERES > HTEES » R
FEZABHNEERARIBTE - AREEXRERMARN/NES » ERANBELOBHREMNEE
7o

YRR - MBENEREFER/) > BRERAIAEMEEME o Dr. Pizoli 3HAYERE > EIERE
Ex{EREEAR "Don't pin kids on those cute precise diagnoses. There's a lot of zebras in kids."
M7E Duke EEAEIAIEEEZM(, (Tertiary center) & RAVRRTE Primary care BRLMRETIE 7K

¥ S SRRSO E— BB RNTIER" o

5 BEERVLLR o TEEREI BB > BB —RNEMAEHE o | SERPETIUR > RACEREERR—HEEERN >
—RRAVEEIE—RE RVER2E > MEFRENEFE RIER

ERAIAEM RO BT - SRt ERANER PRPTER SR BIMVEAR » iERAG T —ERZ S
"coding" > EAMIEAZ=AIZ "catch pharse" - BFE » BLEFHEREFRSHNRIEFRAR
HEIEE » REMIHER/NAREER > IEEMNER FTERE "recprical leg movement" > (BINIREE
TEZREGEEM > LG "bicycling” °

IKIRE Dr.Pizoli TR » DMEREE Leigh syndrome EEFZ > WAMRZ > IEFT]

» B ERIERE - AR/ EREEN  FHNECHZTFENENAZE » REE
HARKETFER A ERF FRE XA - 3@ Dr. Pizoli 3 > B/ NEGHM—TiH—T » §X
EEREBBAKR—H% > HEHL "Blankout" FFZl > Dr. Pizoli ZElthER > i®%E > Epilepsy FEH 5
U LM sztypes » MR IE RS TEERZE o BIM—(UEEMER Dopamine & »
Dr. Pizoli ¥ > BH24%55I52F > RERATUEE - MiwA 3-4 [BEKHIR Sucking RIREGRE -
R eEAE2EEEERINENLNRERIRE > MREXZEMRASRBRIM » FIFR

BERE o



'MA > 1 Dr.Pizoli & > TRFIRERMAVER S EEMFEMR > EMRLHRAER > &
MERRAENIERIE > RETEZENFAEZRMIRE - 1 R > RPIEEEZRESE » REER
MEALEANTE > FRESEME > R —K > EEBEXSRFEBRIER -

Dr. Pizoli #/NMZIEEHRF L1FER > IV BRAHEZSBREEENES - i thZ Rk
Lt EESR o ZEUFREEARATURS EENESR - REtRESE - AKX EEFR
El > | BEETE - SFHRERIEERE > B "Would you like to have a social workers to vent
those emotions out?" REAIRL T BAEE > FIGEELE CHIRE - tBR[IE SR ER BB NEERK
B> MittFAEIER > FETRESRHHEEFRBEN/NRLR > Rt B S/ ZRIIRRRE &
B o B ERIGER - BXAHEBEREEETE T ETERIFEER o

—BEHE > REHEFI TEE/NMRA > SEEERFERS R MFERMBHERE EEC B
#R 1 TR Infantile spasm o | F(UBHREZERBIR THER > 51E | TR MBIENFR GBI
E > WRFIERRE » tESHTIEAX .. AMEBEAIZESERAEBE o | BAZERFEMML
HRZEHBRRE > MXENEEXEETSLH T Bt IEEn | 2% B%H..) B
TR E T4 T EMERD "code" > IBEERHE o

NI =1 5 PIRSIREMARIE R3 Eric BETREEAIMNDLZ » BL/FHER GBS+
meningitis HFEEKBSEAYIRIREEE VP shunt » RA FEGERINR] > 520 B R 7 RAERRY
CT> BEFERMHEAREBRKTREIR » FEN—EABNMHINTGG (HE AT HEEEERSEME
) o SR » REFRERENEL » Z# T/\# Dr. Pizoli BP9 o FAFARERER Eric AEM/LE
7 NE > BRESZNRLEZREEEMLIFEERB Spinalcord #Y posterior column » EZ

THCHWEX Eric » EMALDLHEFHRE - FRKRSE » —AATEREEHBRANVERE TR



T o Eric 7£ H&P FEUGEMLHE » BEmmitisR > "SCD, subacute combined degeneration of
spinal cord" > EEEEEA Vitamines FTBIRAVEMN c WEFR AR » H—ENEBEER/A
R > HIREBRZOREMTEHY > EFG2RTEASHSHRK ENEE » EREUEZNR
2 Dr.Pizoli 2% > MIRXBINE > BAREZEMIE Spinal cord MRI LABRIR T BERERIEIL ©
M5EEX > Dr. Pizoli ILZHEEIEE © tHFEETE T4-5 EARTEEXTIGNERE - TEHNE
BEkPE > R T ARRE > EERHESE « BETRERKANNRN - XGIRELRE | 5Ll AVM - 24
m > TEINM MRA & > AlRBYRIRE - ERIFERENI—Z » EFMAULER > 7 &
£ Subarachnoid cyst o EFAEENTIMERER > KEBARZFHFHELMPILE T = WEERA
Zl 7 B IRAERIRERE o

RBEMEGIF > AEALESHRMETEREMRNZE © MEBLER » RMETHRA@AIR
B> BRMREBGHMESTERTHE 2 7 HE > BREBAISEETEBUAST AT ZZITRER
ABWHIE - ZI—BERIZ > WA Dr. Pizoli FraR » /N EREHERFE—E/IVIN ~ BTER
Zlf > MEREE ST « EERERI2H

—IBEREMNRZRA NG REBEAIR2INERS /T > B2 —EmsAT 2 Bt
fifEE (Cerebral palsy) BYRARIENX HIR—LLEFEARIZMIER » 48R 7 REFMAEBET AR E »
GBERE//NZEREMNEER Telangiectasia ~ alpha fetal protein B85 » BHEMIRT &
Ataxic telangiectasia 892 > dnR o SR FIrRAMESE M AZEBE AR > BENES > X
HEEEEFERANGEE > BEBELNESR > NEEE LFES » Ot SER LR -

M/ NFRKEENER > 4R Dr. Pizoli &7 @ NRAEN ? BLEIEBMER o | KR
U AMFrR i 2R FIEEIM Malformation of Galen, Aclavaria S22 IR REESR » this T

e M TREESH -



= R E D AR AR | SERVRAGE ? BFHFE ? SFEEE/ IR ARBE ?
ihsE T RFIEEZ2MBEREA » FARERMFRBAIEMEAMNERRENET « REBAN
SERVFLF o FIETIEER 0 R0 G HIB - BEHPRALEER > FEEEE ° Dr. Pizoli XE: ° B
HAITE RS > EEZMNEREEREILUERES TE - BEASRATHIEERRE - B2/
FHEBECHAIEM -

TR IRDE ! ) ihe o

Afterthoughts

IFERHRERHEETTEHMELZENEEER Duke E—E& > HIRHHFSRIEENF
MBEERE - EEMNAESNIZARE | Hk - 88 ~ B3 - £F > —A£8 > BEZHRERS
Mt o LML SRR F—HREN—ERRE | W{EHR Duke MEEEFHIKBMIEETE EE
INLARUE ? 8EHE SRR ERE - ReIseBEWRK © [B5R1%E » HEIE TBEIRAR A4
ELERTIRESS - MOEE RS MANMERIESET > BEUBNAERT Duke RFEHAEHR Seminar B9
2 - ERIR T MITSRE - WERELARBNE S ERKRTHR » BIRE » RiKEEREEEPHEE
BUR > b TR AR L N R > R AT AR 2 B AR AAY Ward Round E2 Topic © [E% » ZFr
MEESMBMIEEZEN0MT » RmIEXRTE Duke EERPTEFMREBIBLHRNZIE - BF&ER > &K
iHEIREIR Clinical Pearls REARMICAI S TNRIEF-ER « ERERAKHL ©

EEFREBERBHTERS  EREAMHLERERA—FHIATIE -

BRI EGH © (2018.12.30 R &AF)



T BRIt~ EH



	前言 Preface
	臨床遺傳與代謝科 Medical Genetics and Metabolism
	行程
	DS/22q clinic：初次體認遺傳科跨專業合作模式
	Metabolic clinic with Dr. Koeberl：初次接病人
	Metabolism clinic with Dr. Kishnani：醫學生的參與
	Genetics clinic with McDonald：基因檢測的利弊矛盾
	Genetics clinic with Dr.Jiang：看到病人與診斷
	Inpatient Consults with Fellows：住院病人的需求
	Case Report：臨床遺傳與代謝個案報告

	小兒神經科 Pediatric Neurology
	EMU Epilepsy monitoring unit：夢寐以求的癲癇監測病房
	Inpatient Consult 1：從會診看到神經精神本一家
	Inpatient Consult 2：密切地跨專長交流才能促進病人照顧
	Inpatient Consult 3：與大師同行
	Morning Meeting：讓臨床追上研究
	Autoimmune Brain Disease Clinic：跨專科的門診合作
	ICU Consult Brain Rounds：神經精神大會師
	Neuromuscular clinic (NMD)：慢性重症的跨專科照顧
	Unexpected Event：小插曲
	Dr. Pizoli and Feedback：小兒神經的良師與模範

	Afterthoughts

