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| SMAZFHIZ RS IR KIS HT

SEERERAAZFEINKRARK
(hypotonia) FBL NI SEBRIEIRE, = IREEf
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BRERFEEARE, EEBOBIAATR
EE TR S, RERSEHNTFSEDH
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E-REBRTRESEALEEE, EBRF
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® lERR

* iGN
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* HARAEXMNIERTR
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HAaE U TEREEN:

° JLERM —mMESIS
(Neuromuscular disorder clinic)
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o M
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o BRREEN

=R

ERBESMAIZEE, NBEMUTSEEHEX

RYIRR

° SMAREEARNEELE HIERIEEE
(Autosomal Recessive)
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FISMN2)
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B RN RS
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® ik (Carrier) i E &= HE

* R{tH XFRIIS WS A AR B N\ TS BT
(prenatal or pre-implantation
genetic diagnosis) i 3& #l
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o MEERMK : MBEFWMAERICREMNR

R

c NEEE AHEBBEBLENE
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o Bi%  KBEENAMBALE, B

MERMER-

® fHERXSE : MIRHIAEEMXALR, 5
T Hi&&ZRITRIXALRIELLE .

*c FHEKE AR LIMTFRAMES
EEMMAMKTNEECEREERN,
AEEMXAENRE.
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2. fera

o HUKIRT : MERVMMESN, MIE
TR, R EMERE, FRN
MHRRER, REKEE,

o EBERA : MEVEIR) R RICRH IR
R

s mEEE
BEE

® MK MBEEXNAMMERE, &
MAERMER-

* BHEME : KEEHERBXECLITHEE

e T

3. pEERE

—BmME, SEEREKHSMAZ FREBIRIEE

I EE R ERIEE -

° SINEE : MEEWAS, MAGETE
RE, FIRAEMEE, HEEE.

o IfREMK : BT AE T i (spirometry),
A E R MFERALAAITIEE.

o MK MBEIEEXI2ZHNAMMRXIER
MEZER
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EFARMBERARBERKPFE. NT
SRR R FARNE BERIE R

TRRLE—NERSEREN—§,
HMBmEETIAERENIERN 2
BT, MUEELRERMRBRAETN
EREBRERLTEFREE (Non
Invasive Ventilation / NIV) & I IF &
LTI

MFEESRABHHINNER, NEH
"BREREERE" AT KRR

HE{FEBEEE -

ERZFEFENRSREEESTER
AL

TNRRER B B RIERALTE

HmEHS, NMAREGHEMEST
AR5

BRI IRE S R 7T ik

W5 4 B 4 T € PR AR AR B (NTV)
REFEFSKMNE
REERAENNER

MEEsaERRESR. MAENRE
EE, tAEEFEATERESHRS
(RSV) fmpA7I (palivizumab).
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Hin. EERERFEE. PEFERIEF
EREE. KPFEMBFEHE 0 MK
SMEE, BRHEMFRES, MEER
BRER, MEREFE, ROENNPRER
B> B AT RRIE ST o

MFIREALIE

° ZWKREMNEBEFASRERZE.
RABBHEES I MAHZFER
iz{‘x%%o

o IE IF O & B9 4y il ¥ AT E T Al SR ) 3B
BT, BUEBRTRZELTEY.

o Fid g eE (oximetry)d LR £ I
SERIEIR

¢ [EMBNZERRS, AILUEEARS M.
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FHENIEIR -

WMRZTF A @M MEREIES (Hypercapnia)
M EREE RIS, REEREE
R R 4 B (NI ) AT 0K 2L B BR B PR IR S IE &6 B9
1E, UBEIEEERR

° ERFEIMFREE (NIV) &R B #t1T
W% SE B 23 i TR 2L 2

* WIFRTEEFHRBLAENEZT, MR
MR BN FIEERIZMNEE, ATEE
TERNIVIER BRI

o TAEERIEEMFRFENEE (CPAP),
FEMREEBEASRESEMFRIN
(BIPAP) o

e XF, BESMKESELE MR
(BIPAP NIV), BIfEZEE EBEEER,
AUMERRESTREREMEEERT
AR AR ER FANRHAR & ', TR AR AR AZ AN
M TEREIFRE

e SEEN XM FIAERLAEERTF, X
MEFEFRUERE—MEEER.
BATARMERERRIE, @F L6
MEREEED (NIV) . SEEORREE

TEREIREEEN -

o WARRERALRZTF, FEMHWNIPE
( Palliative Care)th 2 —{ik#%, [EH
T B FE IR S5 B (NIV), JRATIAME— %
RITHFEMNRT. TZEENEHER
lf‘& T"?ﬂi}\mtﬂ:nf‘? BE"]%E‘E&E%
BITSEEOFAR. ERAEFEE
SEENRENR, RIEER NIV .
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%F BRI R R BRI R IFAOIRTS

FARATHIFA

SR

o MIXRHINEE R BITRWL AT RE
* [ERHEXS

®  BERRPFOR KR AOITE A

C EEHEHETHSHBEERMUMER,
BEMBXTEL. OERNEIEIR
HEASE. BERRER. ER5meEm
%Z1E%

WMRERITINEF AR AT H 2 F I IR T AE
R /S BRI IFRAES, MiFERARIE
T EUPFIREE BN (NIV) R 3 2 B i I 2, 7E
FARAEILANA I XA EEFR . 0
REFABETHEENLERL BASENSE
ERAXKREFERTH.

FARBHIFHE:

® NRELF XMW IE B AL IR FF R IF AR
AThEE, FARRROBEHLEN.

® MRAEFARAHIIFRINEEMSS,
PEAFTENEE.

* MREFAAERNEZFWEE,
F ARGt R 32BN 4R F 5 50 AT IR 4 BA o

°* EFAREWRSFEE(Recovery Room) Rz
MEENSEBR, XA X6 MF B
(NIV), DB F R IRF T 2 5 7S M IR 4
X, X—IEHMEERE D OITLIF
FHEWF. URBAEFAGEEEFEMEN
MR E) (el 2REE0#T), =;
FARMERSA AR, BL, RIFL
BEFEEBENFREZEMPREE (Intensive
Care){ERIRIPIBFARR 3 -

e EFARHMIPEYN, EENETFHSE
AR, BINTT 6 PEIR FE BN (NIV)
FRBHRE 28 (MI-E) A1 S

* WFMAERF, EhOERES
RS ARSI B MmMETK, B EER
IRET AMBRENMERTESE. BT
E & kR E (ETC02 &
TcCO2), = &bk M & < K &9 2 47
HR, THPFEAESMERES.

* BRI AR ILE ARSI
BRI AR, F 28098 2 i R [ B
EFRAVNEESENLYRERTE
MEFR. B, ZXAHEIOMIERE,
A e AR G N S B PR R B 32 85
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MFIRIE S i RIS IE

* TIERMBLEE (MI-E), BUXAANFEIX.
TRAIE AR RS, BUAORE. HRSE
RS, BIRZERELE MR B T IRIE
MR AXSERCEEE -

o MEFEMMEE (Oximetry) A # B

Lyl
* {ERRAHYIEETT

* mABTHIRERXBFEFRIEN
VaRuiLy)

PR B 4 B -

(i) T aefadenpErase sy

© [E IR B A7 0 55 % I WRGE 43 i 48 0
IAEIE R 2 4 SRR RS, AT AR T 6 PR AR
BB (NIV).

* MRBETFERECTEEMLCMIRHER
(NIV), E2fmE, /it EFTEE
HiEfE ANV, REMFEEZETEER
WU SE R 53 i HD o

° MERERIFLIMFRER (NIV) BRA
RFHWMEERE, XAEFTRIE
sy, MOEENATENIE, &
ZREANVIRERNES.
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MREREUFRBHNARHE, T
BEENSESETRBHMELNEE
X¥. H2WERE, IEEEFRFTHI
HESSHEATESESR, RFAH
RS ERA T IR (NIV) o

=B RBRESE (Intubation) & B
MR, EFARRFERERFAICH
RAHEFXAEMRE. XZRTEME
BRI RE P ER T RI B — BB ST -

TRERUNZTFEEHMI MK,
Al ¥ B S & & O & (racheostomy) i
i Bh "E IR {Y 28 (ventilation), {B It 2
FT—EHBMELETETRZFIRDARD
s, SEEOFRNERBETAN,
WREATRERLBEMETF.
FERUTERLANEFRETE, 7
¥ [E 47 £ 78 J7 (palliative approach)
FE.

(i) gEERREY
* EERmAR, WHEMMIE TR

BEN (NIV) flZE 2 EFEFRER
veptity/B

LUEREEFEHNESTELEEA
SESEMETR, ZimER().

MESRBE T EE M KGR
(NIV) e R IR FT sE T AR S AE RIE A

E2mE, TAEFEUTHRT,
BEERNER, BNEBHESRMN
Ky, RigTTEREERE.
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RESEFMWEA : =EAJ5EHSMA
ZFEHFEHEIEEF (bubar
dysfunction), M EWE SN OE
BN MR XITEEHLER
SEAHH.

B kXE: XEEED.
EHMEHEMTES R AR
(gastroesophageal reflux) Zja] & .

ERKMEFRAEE - FRERELEFISMA
ZFESGHEEKTRE  miBLEm
REATERMZTFUREZIM-

RO E) R 2 SMAZZ F H B I IR 4E K
(EHEZWMEE . PRAEYE. SR,
FRMEREFNHAREFLSHERELE)
, BB ERETAREMEREXE,
UHENERSIERRE ZRAME
51 #2 il K < VR, B8 [

1B REFFHIFE
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ERKERRHE

HBHE S REKE

2N e 2 5 N gt 5 e M

ESREMK  XTHRRTENEE
RARGER, HEER, BFHRLHE
ez 8k B B MR 4 175 05

EHRER  RRTEEMEANTSE,
UBEHERALER
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6 #0 1 BE 45 4 0 3K B 2 2 A 4% 1l X 7 1R
Sap=Al

E I X -k E MR E WK S
(videofluroscopic swallow studies
VFSS ), AIEf FHEINGER HL £ |
HEBIRXNBRRIET X

ALIEIR A AN R A 2] R

RIT B EHERARIR N IR« HE AR
BHMEREMRERE.

BEEMHKRERE. A¥BERENEZTF
, AETFE R I EIRE R E;
KEMANENENROBMRHESE
RORUES ; TRATIEIE VFSSIG 2R &2 1E 24 A9
BMIRERE.

EHALRN AR EEEMER
(flimNeater Eater®. BFf #E .
MHEFIRIRE), MRAZTFHETHE
fe, HWMEHEMNZESFAME. YIEH
BRI 38 Fr Il &t BhiX 7 T R =2 HE -

HOMFEEFEBHMEBHNETRN, M
PREEEEAZNRER, BEEN
ZHAEEEMAREBEE (nasogastric
tube | EEEFE (nasojejunal tube)
RE, UNFTAEER, YEERER
e, TUREANE. LOBEE
REEFERATRIBHNEZTFILELE,
RAMEFARTEREZTEEEE
BITEEOF K.

° KHEIfE

SEEHRERE, BB
ERAMFREE, TEEERE, Hit
ZFRANELSEEAFAABER
HE. UWEERHITEENFARRE
BiM#iE. FAAMEREEREIKRMY
ZERMER, FARERRAHEBETER
#HE.
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1. BEAEIA ( GER ) B EEfHF1E

o ZERFIRMIE

* MEEREMERAIE
* FOX

e EYEL

[ ]

FRERAFEMELTE, HEAEHABENR

1B REFFHIFE ] 9

- BB IRERYIT G

& B85 BB A AR E

LB BERNXERERHYITEEE B
IR B A1 iE
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- BEABIAR ( GER ) my4biE

AEPHERPNE RN G M
£ Magnesium B Bk B8 §5 Calcium
Carbonate) & / = #l B 4 i 7 (% :
famotidine. ranitidine. omeprazole)
g4y, BEEKAER, HUBBEXRH
B RIS K.

MEPIERNEIE, FERRG SIS
75 ¥ (Prokinetic agents ) ({5 0 :
metoclopramide, erythromycin),

FRAEILEBFIREHHEER, WA
BEHR

HITBEOFAR, ARNHETHER
833 (Nissen fundoplication)FE A&, YL
AR B ER (TR B KUK

. £ 5EFAEHRT LH O

SMAZFEREBRBEAERSBSHIM-
HRETEHBRABRALSATAERYLH
ZF, MAMERWRELZETRRBLRN
RITENZFE L. RTEHRBIHM

ABERKSEFA BT E
* EREEERESNIILENTAEREE

e EHRAEERERHESGERE
Eefil). MBXTHEEHENER, TEE
HidE 2 S RAREHIZEE.

* BUMNITMHZFHIKEMIERL. X
EItERBENE, ISE=XNHER
LFRRESEZFWPIHERRER, FA
THEFFIMRE X 7 E AT
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°* ZEXIRLUEBRTESNABRESEM, ® SMAZFHAEFRERLMERLE

HRAERASKRERHBMETRE, &
FREEERFEAMEREMS BT
TRLEIRR I, IR ABREHYEE o

* SMARFHIRENSGREKRGKRE
B (BM) e ARFERIRMES

* 75 ANMIRELE B % ERDIG

o & & | & I #§ % (pre-aloumin) & B
EHEZFRNREEEBHNEAR

KEMET, WNEERE—BRNERES
REZHIVEMBERR, BREEZS
Y, @i ik B 2R

ER2WARE4-NRR, MEDREIE
/BRI S AR TR ERNESR

FRAERERMARAREBEBHNESR,
MBEMALZESBRBER
(muscle catabolism), MR kEEEIT
FEERE, SEXEHIKEGUMT
B
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B EINAERE. BREAMETN

B. EEMITMHAHE

o EBHIEEE

o hAMEE

o WEREEE

o HEBZIER

o XM (BHRETED)
o DEXABREZEHKNIAR
o BREA
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A. TRETSALEY

EEEE:

© 4 38 34 oy Vb A0 BR Ol 3R 77 U £ i 3 I g
1 {& (CHOP-INTEND)

°* MEMWENKRE, BEMKTESHEM
FIRERESTAE, REHITSIE
AT

FENNA:

° REEBIIER

° HZXHE REERTHEERITER
B, MREESMHLEXR, FHRE
E{SL £F1E

° FHMPE BT IEAMTEHATEL
RIFXTHENEEME RS ERRE.

® JBIERIT

e [ I gk A (Activities of Daily Living
ADL) Bl R BN SRR E R - BT It
BV A RBEIRAR, AEGEM
BEEEN ML

° RIFER : BIRAEIEH RYLEFIE.

* BEERFHER @ LRERFJBIULEY
INsRFEEINRE S R ARRIBE -

* FERMEEMREESNRESRERNE T
IR FERPRMIERBEM.
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B. EMSTRALEY

EEER:

® THAEEITME -
FARSEZEHEHNENER
(Hammersmith  Functional Motor

Scale for SMA). MM B 5 § sh 22 Hf
iE & I 8 U B % (the Modified-
Hammersmith Functional Motor Scale
for SMA). KA EHMERE R
(Gross Motor Function Measure) &

EE Ik 2 B F (Motor Function
Measurement),

ERERID=E
BE

AFNRS AN HEESE (myometry)
2ENNRE

BERBEXLNE

SRBMIEME T EBERLE. B
BIZEES . FHEANREER.

(goniometry) £ B ZE 45

IENAR

(¥IEBIRTT

Bl iaTr AN g RHREE) -

RaER  BRBRTFHRBITERRYLE

#FiE

BMRIFEREREIEE
LZEFERARDIEE
TR

E R X SR ERKIEH NI E
(Bracing) RYfE B, 7 %5 B ¥ b5 ZE 45
RRFETEE. TEBEEHENMNE
BFERABRAMELTERRIL
B [EHEBEFE(AFOS) AEEN
BIERB AT ERNER. EH LK
BEBREREEMNFFRIE, JHEREA
LR ESEEFNEE S

BREEIE AR SIRMER:
B & 8IS 30 8 1E F ik RIS N iE B iR 12
(Adaptive Sports)

HRIEAIL

BFEREBNA, AESFERRITH
MBFAZTENERERGEE (Knee
Ankle Foot Orthosis), B % B % &
W8 (Reciprocal Gait Orthosis)sk
VST IT. EAATRE, AER
ERBE SRR (AFOs) ByiEEN &
ZeR#BBA AL

EREHERIESR

HHRFAR (ATX)

fE % F AT J 3L
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e

* FHAETLITRAMTMS  BAFE
HME R RE XL

* XTHIEIERREHBER

o YIIEIE T ABRGE TR A P B R R IE
HOIE RN R BB S R A

* HEAFREIGHURHMENER

M RRBIMRIRELHHR

HIEEBEMRRGR, BN,
ATAXAEMERZEEM (DEXA)RE.
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FENMANA:

BT AE R RAERE @R E R
FHRHLEARIPRTRIESNRE

3R 38 Fr FER 6 77 #3 B N SR A B Ak
MzeM, REKBITERBEME.

AEdERAENEHERESR
(assistive device) Fn#H BE# BRI 51T

EHEHUEREORTH. FEH
EEEREK. kT BE. RHER
TAHIEE .
ERINGMARTFERITENEREE
BRIMER KB - EFRFRETEM
WL ERRFIRME-
MRBETFAEHEMNESHMER, AXRA
BHHER BRI

BHEIMBFAR (AT



2 6 BRHPERRERHE

Il & BY 2515 AR

BmEM. BITMARAT—ERE,
WBREZFHEIMHEASUEH
R

BRMSERFELHIE, IBRTES
TTERERH R

RUEBSHEFRSRRTEESE, |
BB RBILE R RERIEEHENS
BE. SERN, BEFEEAELE
AREE—II0, itZFREIMNTEE
ERETRZHESE H O,

. FRFA
1 BT S 2

SMARZFBLEBXTHARRDSS
REKRE, REFARKER, LE5H
BHE, EEEEHSERMILFA.

YREBESHEEREEMFELBET
BEE, AXBEATARTERHR
HAMBFAR. WFRBITEREN
SMAERF, BEFARERROMERST
%, MRSEE.

BHEMEFA
BHEMNEFAEHFERTFHLE.

AR, BERBET, BREE -

BHRMNEFANBIASMEES#
THHNZFRERLE, MFARNEMI
IR Ih RE IR R E Y REAT o
BHREMSFANEZFHMINGENZFER
Fi, TE A LURIE BB T R T BRI E X
FEMNE, EERETEHE.



* FARHE, HFAREAEHN. FAF
MALEAMRESHIBRXT . KEE

AR R MARGOLZRE.

* WFREBITEBRHNSMART, £EI*H
EEFAMZW, EMNFARAEHSE

HEE. FEHFAHING
EYMEITERE

EMSBME,

BRHPERRETH 2 7

V. SMATE A FARATIE A2
1. FARETPE

BMET K FARBHREFMHILH, HlW
LERTFRATHNEE, SBREFRE
BER, Ak, BEfL. HE. £FM

MBS EE

BEFRAKE. FRRMLEWATH
R, AAREREHAMRRES

FARAHMINEE T, REZMAER
HENZILEE . AT EIMEREE [Non-
invasive (NIV) pulmonary supports]
(530 BiPAP),

2. FARRFHE

ERERELGHIFE L ZTRAEERM
A, URBREXTHEISEEM
WEENES, REGHIEREMH
A

BETHELEENFRINZ (Incentive
spirometry) FAFCEIREIR & B (NIV) o

IFFEAMRA—REPERERRF, W
BEZFLETR. B&. K. FREK
LR .

EEHREERIFT, EBRFRRXE
&
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FRIBTT

* WSMAE—BZFHIFE, HARERT © STUWNEFHANMGEERAR.
BirLt, 2 R&EH, BEXE. #HI. CEESAMRFRSENET
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More information about the
TREAT-NMD network is available at

www.treat-nmd.eu
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B X% (Contact details):

TREAT-NMD SMA Patient Registry
Institute of Human Genetics
Newcastle University
International Centre for Life
Newcastle upon Tyne

NE1 3BZ, United Kingdom

E: registry@treat-nmd.org.uk

The TREAT-NMD SMA patient registry
in the UK is supported and co-
sponsored by The Jennifer Trust for
Spinal Muscular Atrophy and
patients can also register through
the Trust's website

www.jtsma.org.uk
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