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Introduction
Becker muscular dystrophy

'"YVVIRXP] XLIVI MW RS GYVI JSV &IGOIV QYWGYPEV H]JWXVST
WLSYPH FI IQTLEWMAIH RYQIVSYW XLIVETMIW XLEX GER MQT
GSRHMXMSR SJ TEXMIRXW ERH XLIMV UYEPMX] SJ PMJI -X W
VIWIEVGL LEW QEHI WYFWXERXMEP TVSKVIWW MR XLI PEWX H
YWI XLI RI[ XLIVETMIW MR XLI FIWX TSWWMFPI [E] XLEX MX E
VIGIMZI E XMQIP] HMEKRSWMW ERH XS XV] XS TVIWIVZI QYWG

, MWXSVMGEPP] &1( LEW SJXIR FIIR XVIEXIH EW E PIWW WIZI
XVSTL] (1¢( YWMRK XLI WEQI GPMRMGEP ETTVSEGL 3ZIV XM
HMWIEWI SR MXW S[R LEW EVMWIH JSV WIZIVEP VIEWSRW *M\
XLIQWIPZIW ERH XLIMV JEQMPMIW [LS EVI [IPP E[EVI SJ XLI

XLl KVS[MRK RYQFIV SJ RI[ XLIVETMIW RS[ EPPS[W QSVI WTIC
TVSEGLIW MR (1( ERH &1(

&EWIH SR XLIWI RITHW XLMW KYMHI [EW GVIEXIH XS TVSZMHI
E “2ZI\MFPI FYX RSX PIWW EGGYVEXI XSSP XS VIGIMZI MRJSVQE
TLIWMSXLIVETIYXMG TW]J]GLSPSKMGEP GEVHMSPSKMGEP ERH

8LI GPMRMGEP VIGSQQIRHEXMSRW WIX JSVXL MR XLIWI KYMH
SJ GSPPEFSVEXMZI [SVO FIX[IIR WTIGMEPMWXW MR RIYVSQYW
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BMD

8LI TEXL PIEHMRK XS XLl HMEKRSWMW MW EREJWSBM®¥GY P EVERMWIEX MG
XMIRXW ERH XLIMV JEQMP] QIQFIVW ERIEBSN TMIMWHIMBR V8 LE RGH. LSRG E
EFPMRK REXYVI SJ RIYVSQYWGYPEV KRISWEKW GBNTESBRRWR MR XIIBGHLMWRK E 1
SJE WTIGM%G RIYVSQYWGYPEV HMWMAW HVBMLMW RV FEBXIG SQTRMMX] ERH |
RYQFIV SJ QYWGPI HMWIEWIW HIWGVMKIHM FE KH | FG XM R WNGHEIPZ B V MIBAFW M BI R
HMWIEWIW EQSRK TEXMIRXW GEVV]MRK XLI WERR K{RII Y\WWE® QYEKEMRISR ERH

-X MW XLIVIIJSVI RSX WYVTVMWMRKMW ESXI XILRVI 2V VH MFEKRRKS WM GR TV QX W [FEY] W
SR TEXMIRXW PMZIW ER\MIX] YRBEIVXIBEMEBXHYWSMDIXNREIWXMRREWJ XMQ
MR XVEZIP ERH ZMWMXW 6IEGLMRK ERREBGGWW EGXSRRAFYH QN WGMWE VH M BK
FYX SR XLI WEQI XMQI MX VEMWIW QERJSRI[SUYXMWXHNWWE WAL IXTV S\M R
QIRX SZIV XMQI XLI TSWWMFPI GSQTPMEBBHXBMMISSIRASE & LRWXME GEWIRER A MR

%PP XLIWI GSRWMHIVEXMSRW ETTP] K XK IRRIMVEPQ YE/RGIY RE \& HMEQ B WKWX M \
GLETXIV [I [MPP VIZMI[ XLl HMEKR SWPMG LT WS G MX'W QWX § V XWWINRKRIW /@ M \
WYWTMGMSR SJ &1( XS XLl QIHMGEP I\EWDWVMR | RVS\PSE YWY PTH ¥ MHEVKW M
GLMPH RIYVSTW]GLMEXVMWX SV SKRINHIHLMS LGBEQM®A EXLMSR W EW T MG |
GSRWIUYIRGIW XLI VIWYPXW SJ XLI HIMERK ZEW M 8 W EX\WT EG X W PSJ LTERZX M | F
[MXL WTIGMEP IQTLEWMW SR XLl GVYGMEP QSEXRERSJ XLl HMEKRSWMW

SUSPICION OF

8LI “VWX GPMRMGEP WYWTMGMSR SJ &1 (M EPMRMGQGER BFWIVZIQXMIR

Lh N
)

Muscle weakness in %R SGGEWMSREP YYRH#WMRKSVOMXMZI JEQMP] LMW
XLI TIPZMG ERH JIQSVEIPIZEXIH GVIEXMRI OMREWIV ]JIX YRGLEVEGXIVM
QYWGPIW '/ MR XLI FPSSH RIYVSQYWGYPEV HMWIEW

Www.parentpr



BMD

&1JSVI KSMRK MRXS HIXEMP SJ XLIWERH \KMSNWW MBWRM B E XWNERWE XM
XS VIQIQFIV XLI I\XVIQI TLIRSX]TMG XMISRWP MRWIGEPM® XY JISW &H
HIIH XLI HMEKRSWXMG HIJMRMXMSR ERREKGERHIRGEY AIVIIEWMBUI
IRX JYRGXMSREP WXEXYW 4SWWMFRLSTEMBXYWW GERKRSIVESBPT BT
WIRXMRK SRP] QYWGPI TEMR SV GVEQWMRE EYXW R X \QEWDR H XEY &/
[IEORIWW SV IZIR [MXL PSWW SJ EQFYPWXMIRWERH[MKR ¥QTCYWKI
QSXSV HIJMGMX MR XLI YTTIV PMQFW RLYWE MXPMW GEWWXIF RII B M
EXXIRXMSR FIGEYWI QYWGPI [IEOR[WI\R VBN\NQ X% SFIWH MEWRRSSKI HE T T | E \
J1IX FIGEYWI SJ XLI TEXMIRX W ]SYRK EKN RAIQ XS VW \@ &]11(ZQFE RFZ
IWXVIQIP] QMPH

MuscLE

IYWGPI [IEORIWW MW XLI GEVHMREP W MW MES/QI W M-KRR BYIWESPYFP )W WM
trophies, muscle weakness is due to degeneration of contractile

QYWGPI JMFIVW ERH XLIMV TVSKVIWVWRZI VITPEG
,_73 XVEGXMPI JMFVSYW WGEV XMWWYIl 8LI QSWX EJ
EVI XLSWI SJ XLI TIPZMG ERH JIQSVEP GSQTEVXQIR:
E\MEP QYWGPIW SJ XLI WTMRI IWTIGME¥IPP] EX XLI
sulting muscle weakness makes difficult and tiring actions such

as running, going up the stairs, and getting up from the floor or

E GLEMV 9WYEPP] &1( [LMGL YRPMOIE(1( LEW E
QMPHIV TVSKVIWWMSR EPPS[W XS BMGIUYMYI MR XL
EFMPMX] XS [EPO ERH VYR SV GPMQRNEBISWMRMY WSY\Q KEMERRKYV J\
QSXSV HMJIMGYPXMIW FIKMR XS ETTIEV MR JSYXL SV EHYPXLSSH

O CCASIONALFINDING OF

'/ EPWS GEPPIH GVIEXMR TLSWTLS OMREWLSWI IRMW E QY
IZEXIH FPSSH PIZIPW EVI E ZIV] WIRWMEMEKIMRRMIGEEXMS F
XMIRXW [MXL &1( '/ MW SJIXIR ZQVRLAMKLQ BRF XEP QIEAMI RHMGE
‘ F] XIWXMRK PEFSVEXSVMIW EVI EVSYRH MR QS WRMGEWTW
SJ &1( XLI '/ ZEPY!l VIEGLIW XLSYWERH Y RMRWLSAEXMIR X\
QYWGPI HEQEKI MW QSVI WIZIVI YWY KRBJWIWIVENRKYRHR JN
JIEVW SJ EKI ZEPYIW EW LMKL EWL XLIR XIRH9 S HIM&IEWI SZlI
XMQI EPXLSYKL '/ VIQEMRW ZEVMEFP | FEQMB FER F BWRIGWN\E WY | EMXYLY KD
GPI SZIVINIVXMSR -R RSR EQFYPEXSW] HLGVIIEXWM IRSVE JI[ ZEYFRH V | H
E XLSYWERH ERH JMREPP] VIXYVRW [MXRSWMQEP DERWGWI NIIFE T E XWI\
MRHMGEXMRK WIZIVI QYWGPI EXVSTLY ERIH BSESWW BIHJY RERMBR E-R
KIRIVEPP] PS[IV EPXLSYKL XLI] GERR/(EG LWILIGME® P P N\CRPGW B WHW | F
EJXIV INIVGMWI 8LI] EVI EPWS KIRIVEPPY XQ BMUIG ERMXEIRIX X DM K¥ | R
HIGVIEWI MR XLl EHZERGIH WXEKIW QM KILR XH W W RESW &N {V T XWYRTXWS V
VIEGL XLI PIZIP SJ NXVIQI QYWGQRI MK \ESHTZIERGIEHX( MW Wi ZIV MX WL
FI IQTLEWMAIH XLEX '/ ZEPYIW MR GLMPHMIRERR H $SYREK TVSH R G KN
SJ E QSVI SV PIWW FIRMKR GSYVWEBXLSLIKHMBNEWIP *MREPPIW MR
PEXSV] &1( WYFNIGXW EVI NXVIQIP] VPV IXXISIHVEIWIZR SN GM\EEPP Y [
EX VIWX SV MR EW]QTXSQEXMG JSVQW
7MRGI| &1( MW SJXIR GLEVEGXIVMAIH F] I P SIKKMW IUWWXT XIS/Q & X MRX
IPIZEXIH '/ MW XLI JMVWX JMRHMRK XLEX WEPNEW | WMBVVWEYMN TM G M SR S
-R TVIWGLSSP GLMPHVIR YT XS ]JIEVW BVI EKIRWRERJSR) 'I/P ZZEPM |
9 0 SV QSVI WYWTMGMSR SJ (1( ®HWXERMERO BR INR XY IGKSRNM
PMRIW WYKKIWXMRK XS TVIWGVMFIMRMW X RH IHXITAPM & § XHM X RGAX SHII F
JSV HIWXVSTLMR (1( EJXIV XLl HMEKR S MW MXNIG MERV TMG X WE MAKIN V

www.parentproject.it



RIYVSQYWGYPEV HMWIEWI -R GLMPHVSR SPHIV REEWR SYIESWVSMEK '/ 2
EVI RSX WS LMKL 90 &1( LEYW XL IFH WEKWRTS & XINMHG HVSGIWW (
(1( MW PIWW HIJMRIH ERH QSVI XEMPSVRAXLS WEYKKTHEH XMERWF WHH-F5] XLI RI
GYPEV HMWIEWI INTIVX TLIWMGMER (1(JWIRW X | XV XYWNKRXSOQM KVLDU FIWOLIH |
JIEXYVIW EVI MRHMGEXMZI| IKL LBEPKIVISITTUNV XWEM X ]G XEWE G XEWNMW XM G\
GEWIW E QYWGPI FMSTW] QMKLX FI QSVI MMHMWBGIRXME W H MKHBEK R\SIVG M WS
8LI JIMRHMRK SJ IPIZEXIH '/ MW SJXIR MRGEBVYIR&SWMWWS GSIIE W WXR\E FPVJS
MSYW VIEWSRW VSYXMRI XIWXW SRSWVEXRDEMSE/XBSRIW MRGMRIRGEM |
XMZI NEQMREXMSRW JSV WYVKIV] IIXGEX {KIRVQ YWQPG BNV KERXE KISMRAS XV M |
"I NGIIHW ETTVS\MQEXIP] 9 0 EWXENRWIIVERH ERERMW %78 ERH 9
HIVMZI JVSQ FSXL QYWGPI XMWWYI| ERMWFMKRMWINBWRXRA] ERVMIZERWS SR X
MQTSVXERX XS VIGSKRM”I XLI QYWGYPEV SVMRMKWRQYIPXEIRVYIMNW MRX kb 7
MR '/ XS EZSMH XS XLI TEXMIRX YRRIGIWWENZIWSQNXWQIW IZIR MRZE

[
c.:]] HisToRrY
\/
m -X MW MRGVIEWMRKP] VEVI JSV RGP RN[LSVLEBNY WMRWMMRF
ternal line affected with BMD to go into pregnancy without first consulti ng the
w KIRIXMGMWX SV EX PIEWX XLI XVIEAMRKR XLXWBDNGMRRXL,IS]

MP] ER MRHMZMHYEP [MXL E HIEXMF®J THEXLRQE X BWR 6B XV

WMSR WLS[W QYWGPI [IEORIWW SV IPIZRX(#H('KIERH GE
QYXEXMSR MX MW GSVVIGX XS HMVSGXL QP DGLY PEWI WIRRZE W K M € EW M ISCGRW
ORS[R MR XLl JEQMP] QIQFIV -R XLI GEWFMUGKW]QLTSX § QIFWA/EZ IYERL EX
KIRIXMG VMWO HYIl XS HMEKRSWMW [QR XS QEEMB] QM@ R RS VEMTW WLSYP +
[MXL XLl GSRWIRWYW SJ XLI WYENIQGSSH MRMRK GEXMPSJEY®R EWWP X%
WGVIIRMRK [MXL IGLSGEVHMSKVEQ XS VVAMS®QXSHEE XYLRHMWVLSHRRWM MIF

BMD

6EVIP] XLI IMVWX GPMRMGEP W]QTKI8 Q@ MS/RWSN KRL P LEEH MFR KH M 3 IX V. | RAKY IV
EREP]MIH FIJSVI *SV INEQTPI XLI TEXBEMPREXXEREMSBR ZAISXSQYWGEGIPI TEMF
SV QYWGPI GVEQTW IWTIGMEPP] EJXTEXINWGMERH -R RH B K \WS DLYMARG P |
EPWS MR LIEPXL] TISTPI XLI NI¥GIMWWXAEXWIEVO KWERI TEMR ERH VENM
GEPPIH IGGIRXVMG INIVGMWI XLEXYMME P I\ BVSRVKW E IRW UM IRL PARIK XL I R
INWNEQTPI MW VYRRMRK HS[RLMPP SVJHVWBWR/MM RKRQERIW PX§ 3V WISE G XM
JIQSVMW GSRXVEGXW MR IPSRKEXMSKR KISV G BRKMWBR O R IX LIPQ\YNE R PH YHM
NIvéeMwl MW TEVXMGYPEVP] MRXIRWIIVER BEMWIZIWR MK KHYV IFHVE SH X & SW V
JSV PMXIV ER IZIRX VIJIVVIH XS EW] WLE¥YMERIBPQWW®PI| FMXEQEHBS[R

Q]SKPSFMR VIPIEWIH MR PEVKI UYERXIM\WVYW RXKSQXXLIYMRGPHKMGBHER K
PMOI GSPSV Q]SKPSFMRYVME [MXEXEKIVNMWNMWSIZWI X1 GIE R MHKREIY VH MF
[MXL HIWXVSTLMRSTEXL] EJXIV QEMKY JIEPVG MMML]IBVEEKWISRS IN\TSWYVI
TIVEXYVIW SV E GSQFMREXMSR SJ XLVWE RFHESX]S\WPWW MR/ GEWQW\S
SRWIX W]QTXSQ SJ &1( MX MW VIJIVVIH WISVERVXE X WM& RY HEW |
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BMD

GSQQSR MR QYWGPI HMWIEWIW SXLIVERSPRMG1HMWS ESEIRWPIN IQIXMWIEW
QYWGPI QMWYWIW IRIVK] WYFWXVEXIW WYGL EW WYKEVW ERH JEXW

JTIVXVSTL] SJ GIVXEMR QYWGPI KVSYMW STXMROEVEOMRLRXG MRZBW ( E
WSQI GEWIW FI XLI JMVWX WMKR SJ E QYWIGBI XKVYSHMIH)Q 2B\ MHEWV MR B K
WM~ IZIR [MXLMR XLI RSVQEP TSTXRESHMERY ABEX M SRHMJIEMGY PIX RVDEUXS
KVSYTW TVSQTXW XLI TEXMIRX XS GSRWYPX XLI TLIWMGMER

"EVHMEG MRZSPZIQIRX MR &1( MW SIAIRIHAMMIAYN ST SKWGE R E KIE OKF5I W W
JEQMPMIW MR [LMGL HIWXVSTLMRSTEXL|{GCPE]WMEZR R} BAXXXTV M@ F VM E]GSF
GEVHMSQ]STEXL] "< PMROIH GEVHMBRWSTEXILJMRHRMRKI\SI HEPMEIX E XM S
SJ XLI GEVHMEG ZIRXVMGPIW SV ERLTWWIKEGW WFGX EEWPHIQIE [M[I
JPYMH VIXIRXMSR MR XLI PS[IE IWXXMNVIQXMXIMIW ERHAWVHEXTRISR WX/ XMSF
WMKR SJ XLI HMWIEWI -R XLIWI GEWYWGGEBEWM YWHEQHERHEKXKRMOR RIEFIVEHIMK
MGEP WMKRW GSQTEXMFPI [MXL &1( SVYMEERBWGESWQOIOEIXFPHRISYRENRP X
ORS[R JEQMP] LMWXSV] JSV HIWXVSTBIMRETEXE]J]FEGWSRUIYBWENHMIQ]ZM\
HMXMW SV SXLIV HMPEXIH GEVHMSQISTENMGLIWWIFQ/MNEREP IPRAHE RISHX E
XLER MR X]TMGEP &1( TVSZMHIW BRCEHXRMSR X HRX IFKGNKIMKRRKS WX Q@ & VWIGRHH
XIWXMRK

*MREPP] &1( PMOI EPP HIWXVSGTGMRTEBHEMLM BY GOEXWVERE RIVZSYW W]WXI(
QIRX PIEHMRK XS TVSFPIQW WYGL EW $HRP PJIEHY R FMRKY H K I ENGG) Y-RVDVWIN W

VMG HMWSVHIVW 8LIWI [MPP FI GSZIWIIHVMWRFBE HA R MG BEXIK [W IESPAWSS RE R
LIVI XLI '27 MRZSPZIQIRX [LMGL XXIPECR QYKL GEPI ERHENVIPY X MRZSPZIQ|
JMVWX WMKR SJ XLI HMWIEWI -R XGI GERW W WNEIX R S\RWS EWW HGC MR EXXLM ME F
[TIEORIWW HMEKRSWMW QE] FI HMJIJIMGYPX ERH XLI '/ PIZIPW QE] LIPT

BMD

-R GPMRMGEP QIHMGMRI XLI GSRGMW XHIR SEKMW JXV I RVXINKE £ J HAMEEVKYRSSYWV  H |
eses that the physician should consider when faced with a patient presenting with a certain disorder, or

EFRSVQEPMX] JSYRH MR HMEKRSWXMG [MRZOW XIMBOE X E B RIWR W8 MRWE RNV 8 K
PSSOMRK JSV E GYPTVMX XLI TLIWXNEORERIXS® X X& KMERMIG/E M RIBYIQE
TEXMIRX W LMWXSV] JVSQ XEVKIXIH MVRIZMMWEMEEG X MMSRW. |5 LMY B KX ISIWAKI \

8LI HMJJIVIRXMEP HMEKRSWMW Sl &MU RIGI REX TRNEIWX R EM R E VIPN] GG/ |
XMZIP] X]TMGEP ERH WLEVIH F] SRP] EMWIEMKXMVQ IPK VEWMBVGBSWEBPAER S
contrast, muscle diseases that may present with a BMD- like phenotype are more numerous and, while

WXMPP VEVI HMWIEWIW XLI] LEZI ER? MRIGIMHIR @l WMBRMBREY 8WVIWMKIMWIE
PMQF KMVHPI QYWGYPEV HIWXVSTLMIMWG ERH SWVMRZEGPEZWAREK XQY W PZIW W
EXVSTL] 71% X]TI SV ERH QISEFBIPME Y QEK XILMWWWMQMPEVMXM I
SJ XLIWI HMWIEWIW [MXL VIWTIGX XS &1( YBARIA Y[R BOS MHRVZWW M R K E X MW3E RXA

arentproject.it



TABLE 1:

TESTSUSEFUL
ComMMON UNcoMMON
DiseasE FOR DIFFERENTIAL
FEATURES FEATURES
DIAGNOSIS
< PMROIH XV ERWDdW\WMIMSRveakness
TVS\MQEP QYWGPI FIEEXI JIEVW PSWW SJ
ness, calf or other muscles EQFYPEXMSR F] EKI SV
hypertrophy, ankle con- JIEVW [MXLSYX SWWNGPU FMSTW] KIRIXM

XVEGXYVI TSWW MRuBdcdtidoRiErXdtient,
GEVHMSQ]STEXL] NWPIKEXKGHMZIP] - EFWIRX H]
"/ strophin

61IGIWWMZI MRLIVMXERGI VEVI

ertrophy, greater Muscle MRI, echocardio-
4\./8.\MQEP QYWGPI sﬁIPEI e%é&glg\?weakness, KVEQ QYWGPI FMSTW] [N
winging of scapula, ankle

VHMSQ]STE XL mukcke YrQt&frstudy,
GSRXVEGXYVI lpl%]}\K?kEVSWTLMR GEPTE MR gendtids
GMIRG] RSX GSRWXERX

6IGIWWMZI MRLIVMXERG |
oty o | i e st
4VS\MQEP QYWGP| LIFEOWRXWS\TL] SJ GEWIy W Tﬁ/g&%n S?UEWG PILEMS
'/ ZIV] LMKL GEVHMsQ]sTExL] "RV Effc Y
HIWXVSTLMR H]wJivpeMWR"H1Y
ciency

(M¥%»GYPX XS HMJJIVIRXMEXI
SR XLI FEWMW SJ GPMRMGEP

J WﬁEXMSR EPSRI VIGIW
AVS\MQEP QYWGPl?\lﬁ:@%{/ IV MXE R
W

VQEP
IPIZEXIH '/ L]TIVXV 1%&(\/YR§ | STW] [MXL QYV
of calf and other muscles, H? STLMR Hivs pMoteingg y,j\genetics

TSWWMFPI GEVH M%[né ﬁéﬁfﬁg@coglycans

] FIl WIGSRHEVMP]
reduced in dystrophinopa-
XLMIW

(M%GYPX XS HMJJIVIRXMEXI

4VS\MQEP QYWGPI [I Fééw‘{ FEWMW SJ GPMRMGEP

IPIZEXIH '/ L]TIVXYV }/\INXEXMSR\}V\I\%I :::éi’éR;IFMSTW] [MXL QYV

IGTWWMZI MRLI (J .
of calf and other muscles, o ¢ in_ aloha- protein study, genetics
TSWWMEPI GEVHMOEQ%CIWES?? - aiPh
ystroglycan glycosylation

HIYaGMIRG] MRGSRWXERX
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TABLE 1:

TESTSUSEFUL
CoMMON UNcCOMMON
DisSeasE FOR DIFFERENTIAL
FEATURES FEATURES
DIAGNOSIS

6IGIWWMZI MRLIVMXERGI
A4VS\MQEP QYWGP| [| Bapgidtremor,

QMPHP] IPIZEXIH 'ihcréked hypotonia, Electromyography, muscle
LITIVXVSTL] ERH VIRPEXMEVHMSQ]STEXEMSTW] KIRIXMGW
thigh atrophy RIYVSKIRMG )1+ RSVQEP
dystrophin

61GIWWMZI MRLIVMXERGI
slight if any hypertrophy,

4VS\MQEP QYWGHPI [11 P IY}VS(?;?/TEVT ] QYWGPI FMS]
IPIZEXIH '/ WGSPM % MPE XIH VI +% % IR QI
myalgias %%IR"]QI EGXMZ §(]MZMX]SR FPSSH WT

ZEGYSPEV Q]STEXL] RSVQEP
dystrophin

61GIWWMZI MRLIVMXERGI
YWYEPP] RS %\IH
muscle weakness,
multiple episodes of

Episodes of VLEFHSQ]SP]WMW v
VLEFHSQ]SP]W Nnuscle weakness, normal 1WA e QYWGPI FMST

QISKPSEMRYVME WS WRIQKWXP] |P|A%%§m'¢§“8'af/'”g{attéew GEVR
TVS\MQEP QYWGP| PIZORWVFNX[IIR 1T w Yo

altered acyl-carnitine
TVS¥%Pl PMTMH EGGYQYPEXMSR
EX FMSTW] RSVQEP
dystrophin

< PMROIH MRLIV NEXrE Ri6t kcontractures,
TVS\MQEP QYWGPI [huszle awophy rather IYWGPI 16- QYWGPI FMST
dilated cardiomyopathy XLER L]TIVXVSTL] RSV Q@daétics
dystrophin

-X WLSYPH FI RSXMGIH XLEX EX XLl X$HBJJISEFRXMEW YHMEKWREVWINRWK X1 .
QEMR JSVQ SJ HIWXVSTLMRSTEXL] REQUDE[]IR (18 LB RHIE&IX MREG RS SREP [E]W

ERH XLIVI MW MR JEGX E [MHIP] VR&SK@INHM H XG FQWR\WGGYEPFE VRBCIWAKY V SN L |

QYWGYPEV HJWXVSTL] TVIWIRXMRK BHIMRKIVERHEX ([ VBIZI VIEXG]XFFSYR
FIX[IIR (1( -1( ERH &1( EVI RSX EFWS MY BVRMXE\Q FBML IW| FSYRHEVMIW GER
SR EX PIEWX XLVII HMJJIVIRX PIZIPW | % PAWRWS®RE P R I MUSYEIR QN IVEGE XM S F
TVSXIMR ERH KIRIXMG &] HIJMRKMXRDSW [(B( GFRGPWGEWPT] PSWJ EQFYPE
SV MJ XVIEXIH [MXL KPYGSGSVKMGSWKHSREBW LEMSHEXIGMEEP| H]\
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QYWGPI ERH KIRIXMGEPP] GEVV]RIYXXEXMBRWMRE XQTEXMRPI [MXL
TVSHYGXMSR SJ XLI TVSXIMR 3R XLI( ®RSRIXVESFW I TEXRMM R EWM[SVRXE &
XLI EKI SJ LEZI WSQI VIWMHYEP EQSYRX IZJR{ MU XWSHR KR XNER NKZII
ERH UYEPMXEXMZIP] EFRSVQEP ER HIGEVWS HNGOEKIFS BW EXR EXP XIPVA
TEVXMEPP] JYRGXMSRMRK H]WXV S TEWIRV TG/ISEXR MIRR K,ISKIZIW | W8 QX &R
QEMRP] FIGEYWI SJ E HMWGSVHE RSIGLNXIMB EPP NERMIGER | ¥M-G JIEXYVIW
EQTPI TEXMIRXW [MXL X]TMGEP (IRXQNWEXWSSIR\WM E RGHE EFBRO [MXLSYX V
FIJSRH XLI EKI SJ *YVXLIVQSVI WNPWREY ZTVMNR F[IZXREWGGER FI HI
SRP] F] I\XVIQIP] WIRWMXMZI QIXLSHWVERH RS X R]H\WKEKRE WM R B GH
QE] SGGYV 8LIWI HMJJIVIRXMEP EWTIGXSW FHXFIll i SR W B R HV (8 ( 2ZW\L]
GEVIJYPP] IWTIGMEPP] [LIR QEOMRK B/ MFPHMGYMIR §FSMX NMWTE
TIHMEXVMG TEXMIRXW

BMD

'LIR E GPMRMGEP WYWTMGMSR SJ &1 (W VQIEHIVIZXMSTYTWWMG HEREQ Y
TPER ERH TVMSVMXMAI XLI RIGIWWEV]XISEIQGREKIMSIRIWH ME KRS M W
JMVWX XIWXW EVI '/ QIEWYVIQIRX ERHGER EPWSQ FI KWIE YL W X LHA G
MRMXMEPP] MRXIVTVIXIH F] E RSR MPTIGNMIEP MR XE F Q]SVWXG KIER G'E \
IPIGXVSQ]SKVETL] WLS[W TVMQMXMBIY® YOWGNPG PH EMDEEQE KSIVV VW P P X
JVSQ E RIYVSKIRMG TVSGIWW M | TIVMTMRVEP|I RNV KIIR\E B\G K S \

%X XLMW TSMRX XLI TEXMIRX WLSYPH FI VEIRMWX XBSXLHW IQN\RS Q
XMSRIH EFSZI GER HIGMHI [LIXLIV XSMBMBERERPY WWU S IJWXXL IE Kd RR |
HIWXVSTLMR YWYEPP] ER 104% QYRSHTEIQFMKHEMKBER MSIR | R HW
MHIRXMJ] HIPIXMSRW ERH HYTPMGEXMGRW VIJXTM IGH WW3 JSX LE FKSIRX
TIVGIRX SJ &1( GEWIW SV WGLIHYPI E QVYMSGWI BFMSAIWM SR KRl AL
KIRI JSV HIWXVSTLMR GSQTEXMFPI [MXQEXLHW>S\HYTELAMS R RS YV IEHRY
EQSYRX XLI HMEKRSWMW SJ &1( MW GSRIMVQIHXLENZAIR ™MX WLS
diatric patients, until at least 5 years old, it is difficult to clinically di fferentiate a DMD from
&1( 8LIVIIJSVI EW QIRXMSRIH EFSZI XLIVI QE]KEIVIHGIRTKKMERMWV XS
GEP (1( QYXEXMSRW ERH X]TMGEP ¥IR]QEYWEXINS FWIREBXHTVYERE] HIZIPST
HIWTMXI XLI QYXEXMSR FIMRK E X]TMGWPW& 1Q YWXKEIXFMIBBTWR QVEY]
LIPT EW XLI TVIWIRGI SJ HIWXVSTUMR HEYRNMER® EWSYRXW MEFG
b SR ;IWXIVR &PSX QEOIW XLI TVIHWKGXQYSRL SQSE/ 1&Y [PTMER B K

IYWGPI FMSTW] MW EPWS WYKKIWXIH MRE&®HEWI WRBL IWIP XXNMSRW%S
HYTPMGEXMSRW EVI HIXIGXIH WMRGISALH]WXY BT ISNRR-QMW XWGIRPIJ XSW
IV QYWGPI TVSXIMRW WEVGSKP]GEWWXSGHMVEGIR JHUYWLIVPWMR | XM
JWMW XS[EVH XLI QSWX ETTVSTVMEXIEEMRAM 8L IERR GBV3G 5EWMVR M F B2
RIVX KIRIVEXMSR XIGLRSPSK] 21\ X +IR¥WVEXEVTIT R MITH YXIR GTNER KP W
KIRIW MRZSPZIH MR QYWGYPEV H]WXWRBEMWMM W XSYPRH DWIWGIRHII FEMRS
,S[1ZIV MX WLSYPH EP[E]W FI OITX MR QINRHEWXMER X2W 7 JKRES M b
WMKRMIJMGERGI [LMGL MR XYVRRMGBWPV | FBIS\GWLI IRRENKBIESHR FaWPS
SVHIV XS FI GSVVIGXP] MRXIVTVIXIH

www.parentproject.it 13



THE BMD DIAGNOSTICPROCESS!® ||| USTRATEON THEFLOWCHART
IN FIGUREL

Ficure 1l.AowcHARTOF THEBMD DIAGNOSTICPROCESS
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BMD

8LI WIQTXSQEXMG TVIWIRXEXMSR MR EVHQEP/I FE(] GEVMIMMQMW FA1VYMK L
QSWX GEWIW MX MW RSVQEP ,S[IZIV HEMEKRSGAME IGILERXXY | KPR XSG R
WLSYPH FI XIWXIH F] 104% SV WIUYIRGMRKVXS IWXEFPMWL E GEVVMIV W

BMD

8LI GSQQYRMGEXMSR SJ E RIYVSQYWGZXIPHVGH KERMA ERKIMFRMKE® & @ WRMWF ING\VE
TVSIJSYRH TW]GLSPSKMGEP MQTHGRXX MR B HM WEZE BNRPX QI DEXVW ERH
KSSH GSQQYRMGEXMSR SJ XLI HMEKRS W MWI WBM IXYLX MFE & RIRW ERG F ¥ MH H
GMER ERH XLI TEXMIRX 8LIVIJSVI @3XQWW REMHIAMMN B BIY R XBEXH MW GW ERBM |
XEOMRK

The communication of BMD diagnosis, as in general of all other neuromuscular diseases, is a particu-

PEVP] HMJIJIMGYPX ERH GLEPPIRKMRB XEWOIWHEGIMWIEXWUWTEW MGHRERG
TVSKVIWWMZI ERH PIEHMRK XS E HMWE&FIMPIMXKLXZEXMBNWR RIW] SVERVWX [ |
TLIRSX]TI MR HMGXEXIW E XEMPSVIH EBRVIZHR LQSY IXXLERS QIR YR M GBN
MX MW IZMHIRX XLEX XLI [E] SJI GSQQ/Y RMBEIMRKRXLHHVEKRBW W [MP
XMIRX MW E ]SYRK EHYPX [MXL EHOBKWWVB\RWHZE QY WRBIEER &1( SV XL ]IEV
LITIV'/IQME ERH RSVQEP QYWGPI WXVIRKX|IQ ERSQENMRVGX MBRII JYER & XM

8LIVIJSVI MX MW MQTSVXERX JSV XRXHMPMRWKEMERGX Y EEX]XKQ T XNV XS WW-
ERH XS HMWXMRKYMWL XLI WIZIVI TLIRISRISX]™MREPIY KN RKGER -1GNFPH SV I
XSQEXMG TVIWIRXEXMSR WIIlI FIPS[VERHVER XBERWJITE XAMIRW MRIEVI
XLl TSWWMFPI HSYFXW ERH IQTLEWMAMMXXLKL(PEHIRXWRGESI XSTH FEW M
VYPIW JSV GSQQYRMGEXMRK XLI HMEKRBPWMWKMXL Il WR XRX KM H - MIRY GILV |
UYEXI XMQI EZEMPEFPI ERH MR E UYNIXLEREXWWIX 2V HG WV IEKGA Z 1Z/| WAM O F
INTIGXEXMSRW EX XLI FIKMRRMRK SJ XEII@XMSRMEIR WHZMRE RWI ERH

XS INTVIWW XLIQ -R XLI GEWI SJ GLMPHS8PH XIX MRMXBER MRXIWZKS$[
SRP] [LMPI XLI MRGPYWMSR SJ EHSPIRV®&/IRSXYW HM R | XIZIE 8 % BXIHR $IR5 EX Gl E
FEWMW -X MW FI]JSRH XLI WGSTI SJ XLNMRWIMEZTI VL E B HT/'SSZO1 HI SEY &ESKQT S/H
GSQQYRMGEXMSR FYX MX MW GPIEVIXWEVMSRMEW WPRMNEPWW ISHWLALTLTWS
INTIVXMWI ERH INTIVMIRGI FYX EPWSWYS$\WI BAVR WM R WIYKBVPZ B WIT | GYXXQVE R M .
[MPPMRKRIWW XS PMWXIR

%W QIRXMSRIH WIZIVEP XMQIW MR SXLIYMXLGPRVSIRIVWH 54 RM¥NMS RSSIO&L1K EVI M
HMJJIVIRX GPMRMGEP TMGXYVIW 0IX YW FVMI¥%] VIGEPP XLI QEMR SRIW

"Mild" dystrophi - Asymptomatic

Severe BMD, IMD

type, with loss of

ambulation in ado -

lescence or young
adulthood;

"Typical" BMD with
loss of ambulation
in adulthood;

nopathies with loss
of ambulation in
later life or without
loss of ambulation,
but with muscle
weakness on clini -
cal examination;

dystrophinopathies
(normal mus -
cle strength and
function) with high
CK, with or without
cramps/myalgia/
myoglobinuria.

www.parentproject.it
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BMD

8S JYVXLIV GSQTPMGEXI XLI GPMRMGEHPXTMEBIXYYV QW GHERPSXLEK]IEEX
TERMIH F] GSKRMXMZI PMRKYMW XM & MRAE]XGILHM G E V M KB SHOM SVTSEVXH.ITV W VERRG |
LEZI WYKKIWXIH VSFEYWX KIRSX]TIWTLMRISXEBISVE/INEXMESRWS RIX[ITR WTI
MR XLI KIRI JSV HIWXVSTLMR EGXYWMWG MEIRVKG SYPKMRRISSE PMTXM S YIOXWIBEPT XM S
XLEX XLI INTIVMIRGIH RIYVSQYWGY P KV | GPMWERKMWGWERWVE [MXIQXTIEH RINGIMAQ Y P |
RSWMW FEWIH SR XLIWI GSVVIPEXMSRW TEBEXMM G MW VE XLEIXI XIM QS P3J V
QSVI XLI TVSKRSWMW WLSYPH FI FEWIRGRMVMSIRIEPEWMERXY W BEEXY.EW XLEF
YPEV HEXE *VSQ ETTVS\MQEXIP] GIENM RVVMSSIIEPKINBRVEREXMSR SJ QYWGP
QSVI TVSKRSWXMG ZEPY| XLER ER] FMSGLYGMGEP ERIS KTIRIXM®B XILW X
EWWIWWQIRX MR TIHMEXVMG SV IZIR TXIR GUSBEW ] DHEXE RV GMRL MV8
GPYHI XLEX XLI TLIRSX]TI QE] FI INTVIWWPH BMRMBRX$Y WEVFWPIBLTLIRSX
WYGL EW EXVSTL] L]ITIVXVSTL] ERHYBBRXIVWEERGW MW IEWT ¥ VEKMHGS Q
XLI TVIWIRGI SJ QJEPKMEW MR TIHMEXV MG ¥X IE HBEMP HR SXVRI G DWAMLE V M P

www.parentproject.it



8LI QSPIGYPEV FEWIW SJ XLIWI GSVVPZEMXRKS RWZ BAHPGQ IGTLFEIR MWRA/E M
QYXEXMSRW MR XLI JMVWX IN\SRW EXOIVEIRRQEISVPHXNXVIMMWR XISJ VI
TVSXIMR XVERWPEXMSR F] XLI VMFSWYQIWXXKLIQEGIXIRIR JIXERXXTYSM
HIVMZIH JVSQ XLI KIRIXMG GSHI QIWWIRKQVSG2X%L | GQSYFEX MS R SEFRWX]V (
-1( IWTIGMEPP] MR TEXMIRXW GEVV]MBRXXVYREXMZXMSERPSIGMER \Y
IWGPYWMSR SJ I\SRW GSRXMKYSYW XSVXQBHWPIGEHRB R/ INMWVRX SV RQLW® SR/K
SJ XLI KIRI MR XLI GSRXI\X SJ E X]TMBEP] (AVVREMERMIRHMBYMXWEBXRE X
MGEP SV QMPH JSVQW SJ &1( EVI XLI SMXEEKMPW S]J ERH DV S XKENRRI G EWMT
QIWWIRKIV 62% GEVV]MRK XLI HIPIXMSRILMSR/ TVBSXT IR ®BIMWWWRK XLI VIK
F] INWSRW MW PIWW WXEFPI ERH R RBGXWS\NREKR XLIERIKMISRWSKRESHIH
IZIR MJ XLI EQSYRX SJ KIRIXMG MRJSWIQNEWMKSREPXW X MR XLI PEXXIV
A critical and cautious use of these correlations will help the clinician t o manage the clinical follow-up
MR XLI QSWX GSVVIGX [E] VIEWSWYVBMIRXW I I[TEVAMMRMK MEREXIH ERH QN
EFSYX JYXYVI HIZIPSTQIRX SJ X832 MHHMWRIE VBIF NA G X NEPIWVB YIK(K ITW XM SR W
MQTPIQIRXEXMSR SJ QIEWYVIW XS G SR IMRHM G¥ELX | H MBVFEH MBMXY X1 JY
EFSYX GLSMGIW VIKEVHMRK VITVSHYESVMZRXVYEBPRXIGIBLMRIXMWWMMWNG LE
HSGYQIRX HIZSXIH XS KIRIXMG ERH JEQWEB8YYBBY RMVERPEBWKR KR IRKHSRI&V(ESQ

IIDMDII ||BMDII

In the text we have referred to the so-called "out of frame" mutations, lite rally
"out of the [reading] frame," as "DMD mutations" for simplicity. Thes e are the
mutations in which the reading frame of the genetic code is altered, a nd there-
fore the entire information contained in the gene is unreadable an d is lost. As a
result, dystrophin is absent. On the other hand, in the case of mutations t hat we
have for simplicity called "BMD" mutations ("in frame" mutations) t he reading
frame is maintained, and although there is an error in the genetic code , itis read-
able, and a certain amount of a more or less functioning dystrophin is produ ced.
In most cases, "out of frame" mutations are deletions in which the number of
nucleotides ("letters" of the genetic code) lost is not equal to or is a multi ple of
3; whereas if the number of nucleotides lost is equal to 3 or a multiple of 3, the
mutation is "in frame." This is because the "words" of the geneti ¢ code ("codons")
always consist of 3 "letters" (nucleotides).

Www.parentpr



3

n,

DIAGNOSIS




]
3. GENETIC DIAGNOSI®% 2 ( +)2)8-' '3927)0-2+
&1IGOIV QYWGYPEV HIJWXVSTL] &1( MW IGBYWXN SHIL R R XKEDRM
% 5 PSGEXIH SR XLI < GLVSQSWSQI 8LI WI\ GLVSQEWSQISWEBWQIWLI
8LI JIQEPI LEW < GLVSQSWSQIW LIRGI << GIRWSQXSWEERI L
Q ERH SRI = GLVSQSWSQI LIRGI <= EW E GSRRWIMRIRGEGP 1AM (
g % FIGEYWI XLI] LEZI SRP] SRI HIJIGXMZI| G$ HIWXYBT]LHER WIRS J XM}
JIQEPIW << HYI XS XLI TVIWIRGIJISHLXIH]|RXW@ERMFSKIRI P
SR XLI WIGSRH < GLVSQSWcargdrs,'Eavid axel slrosHalways asymp-
XSQEXMG SRP] MR ZIV] VEVI GEWRWWIR XX$ HEWMGS TLYWIREXKMI VIRVYP X M|
MR XLI EQSYRX SJ HIWXVSTLMR MR @Y ®IGRLIERWHS MIRM R SMMWI B8 E XXILSYRW F S XL
UYEPMXEXMZI GLERKIW MR XLI TVSXIMRYWRE GEBRWXWEWXWST (Y GLKRRMR [LMGL

MW EFWIRX MR &1( H]WXVSTILHWRG MHWMTRY DWW EFRRX HFX X BRXH MWX W W XBAF R S\
JYRGXMSRW EVI EPXIVIH

BMD GENETICDIAGNOSIS

8LI WYWTMGMSR SJ &1( MR E TEXMIRXVIFEW IJHE @GR PX LU MGANPMRWM G F W X1 E R
“WVQIH F] E KIRIXMG XIWX XLEX MW EXKWXXMX\L KXRWXERR | Wi\ 2 SV @BILHV B/
FPSSH JVSQ [LMGL (2%Gevatic tesKingE M WIHEP[E]W RIGIWWEV] I1ZIR MJ XLI HN
LEW EPVIEH] FIIR QEHI GPMRMGEPP] ERH SXVGSRMR MR QI WIGE PW X YIE]T 8.
+IRIXMG GSR%“UWVQEXMSR SJ XLI HMEKRS@XMS R VB EB IQWIXEX MM RL XLE X IMV
XLI (2% SJ XLI KIRI JSV HIWXVSTLMR [LMGMB BWIYW W X XISHQ®WXIWYSRG KR ST
Genetic diagnosis MW MQTSVXERX JSV WIZIVEEWIRWY ERPW S V8 VE XKLIIRTXEM G |
SJ XLI GPMRMGEP HMEKRSWMW JSV SEG XIEDIMPIEMR \SIWH IF[KSI EHBWXST
VIGYVVIRGI SJ XLI HMWIEWI MR XL ISYEIQWXFE]F RSNEW V NKIM A MBXKIRSW NBW HI R
XLEX EVI XLIVIJSVI RSX JEQMPMEP ERWIKBEVHHBMR KMRISNEHIHG X Mc2M VEM S |
TVIKRERG] MRGPYHMRK TVIREXEP HMBKESHBWMAW TERMQYERERKE X MGE
HMEKRSWMW MW RIGIWWEV] XS EGGHWW"IGIPXIIRMBER | WV MEPI\E HE| REHT T V\G\X [
%-*% *SV EPP XLIWI VIEWSRWS EWYIFMVEGKEWPS RI RMKNRGMIWXV BV ] 1SS/ XLI T
plan and to perform the genetic test, to interpret it, and then to communicate the result, managing appro-
TVMEXIP] XLI MQTEGX SJ XLI HMEKRSWMW SEBRRXINXIVWSR ERH LMW SV
8LI X]TlI SJI QYXEXMSRW XLEX GER FI MHVBXMMRHMMRR&EXIC | TEDRM | RSMVHNIWY
MX MW MR (1( TEXMIRXW

8LI QSWX JVIUYIRX QYXEXMSRW MR &1( TEXSVIBXW | teletBss \ MQE-X P F
WIRGI SJ E TEVX SJ dupblic&ioks]l MERH VITIEXMRK SJ E TEVX SJ XLI KIRI
BMD patients, small mutations EVI MHIRXM%¥“IH XLEX MW QYXEXMSRSXMHEW EPWKI\
PIXXIVW SJ XLI (2% 8LIWI WQ Enerisesd MEAIMS'RMV | M RGYPXYBEXIM SRW MR [LI
GLERKI MR SRI RYGPISXMHI PIXKNKS RL1IXIISUQRBXMBEHSI E W XSIX VMIMBKMREP X |
WXST HIWXVSTLMR TVSHYGXMSRT UMRR MKW SRr'KX AKI| HRWXW ISI H RSRWIRWI C
PIWW X Ld&yRical mutatons [LMGL EGX F] GSQTPI\ QIGLERMWQW GERIEPWS
MR ZMI[ SJ XLMW [MHI ZEVMEFMPMX] ZJHQMRE&MSTRENK M LEXWG KR RA X 8 BW
E TVSGIWW GSRWMWXMRK SJ WIZIVEPXWX]TW EBERHKXRIXYMEI XSIW MK WJIHI V¥ M
"multistep” QYPXM WXIT

'SRWMHIVMRK XLEX HIPIXMSRW ERHWUYTYPRDG BXMERWSRW XIR XQLSIWH] W X\
“VWX WXEKI SJ XLI HMEKRSWXMG TVSGIWME X RBZERP KIN RMXM W ESMHBPR] |
duplications: this method is called "MLPA" JVSQ XLI )RKPMWL 1YPXMTPI OMRERMSR HIT
GEXMSR ERH MW XLI QSWX (GCLeRI@SaRaNsisy WAHI EWWEB]JQTEVEXMZI +IRSQMC
FVMHMA"EXMSR XIGLRMUYI EPWS MHIRXMSRW HMRIERSREW EXSH/ HYVFGW W | [E
FYX FIMRK I\TIRWMZI MX MW RSVQEPP] YWNIEREWEBRNWVGSRH GLSMGI SV
-J RS HIPIXMSRW HYTPMGEXMSRW EMIGEAIWXWZMG EBSR B IJWEKNGSRKRKS G PWR
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MW ETTVSTVMEXI XS MRZIWXMKEXI| [PIXQLIXEXIMSTRE XaWLINRWY XEW BE JWQ
XMSR MW MHIRXMJMIH F] WIUYIRGMRK ERPEWINKRIS RWX R IVXE] KIRI
that code for the protein, through "Next Generation Sequencing” XIGLRMUYIW -- 01ZIP EREI
JWMW

*MREPP] MR E WQEPP TIVGIRXEKI SJ TERHMWIXWIRGQGVRE] MRX. ROMW EN QE
JEMP XS VIEGL HMEKRSWMW 8LMW RW I\EG REXREXM GSM T & X( HT E K MZIIR/
PIWW XLER GEVV]MRK VEVI ERHXEXNVMKIEKRP GMWXSERX M BLRWW VE W HX L
QSVI GSQTPI\ PEFSVHxayW CGH ahtd/6rHRWA analysis: Il level analysis)

8LVSYKL XLMW QYPXMWXIT ETTBEWMESRW BVFRS XX | H]B X QY KLMR KIF
MHIRXMJMIH

3RGI XLI &1( GEYWMRK QYXEXMSR LEW@IIBENMHW XMIWMWHM AVPX XISV
XIQTX XLI GSVVIPEXMSR FIX[IIR XLI DH TEIR$I XQY XEPMIRSNRGE R | RM & XN
WIVZIH MR XLI TEXM I Rg¥not¥detpherdtypeEcBrireldtions.”

8LI GPMRMGEP HMJJIVIRGI FIX[IIR (1( QSVI WHEPYVI\EREMKRIH QMP
EX XLI QSPIGYPEV PIZIP -R (1( TEXMIRAIW XWLIHQW X ¥ X MISNRRV TWR Z X|
XLl TVSHYGXMSR SJ HIWXVSTLMR MR RXI [QVW® G BIY XHEJXWXS/FSW LR 4
TEXMIRXW EPPS[ XLI TVSHYGXMSR SV XBMEPRIIVEPRG XNMSR/MRK FW XX
JA\TPEREXSV] &S\ MR 'LETXIV

,S[1ZIV KIRSX]TI TLIRSX]TI GSVVIPEXWIEBRPMWI REXWEPSEIWLUIEHPI
ORS[R IN\GITXMSRW XS XLI VYPI SJ XLI VMWPEXMSR GIEWTWW WIMFR
VIPIZERX JSV TVSKRSWMW ERH GPMRMGEP QEREKIQIRX SJ XLI HN
Another type of genotype-phenotype correlation is related to the location of deletions

QSVI JVIUYIRXP] 8LIVI EVI WSQI HIPXXRESREW IMRJI RIIR EBWXWBIRM B
with the presence of early cardiomyopathy and, in these cases, the identification of these
QYXEXMSRW EPPS[W GEVHMSPSKMGHEPLIYHZ]BXKISEKEWP B MR VXDRIY
XMSRW EVI EWWSGMEXIH [MXL E ZIV] QEEWINMWIERV [ MEXRIH G SIRT\R 5X
EFWIRGI SJ WIQTXSQW ERH XLI TEXMIREQ®E MRXIE XMIRWS WK L SEYPXM P |
/IRS[PIHKI SJI HMWIEWI TVSKRSWMW MWR VISPWZ\ENRIXPX SMIVE )XSM IBXW P M,
RMRK

+)2)8-DIAGNOSIS
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BMD GENETICCOUNSELING

+IRIXMG HMEKRSWMW MR E GLMPH EHMPXE MPIHS XKIRH) FY @B X M YIS ZBVFHS 'YK
GEYWMRK QYXEXMSR

-J &1 ( LEW TVIZMSYWP] SGGYVVIH MRVXULRGE @GN P{LIXHMWWVMBWOI &SERIBIY
Through genetic counseling and targeted genetic testing GER FI HIXIVQMRIH [LIXLIV
QIQFIVW EVI EJJIGXIH F] &1( SV [LIXLIVIMLMWR RV GEYMMIV3RQERLI Q"
XLI HHIWXVSTLMR KIRI XLEX GEY W X&YW WRH KRLX N6LWIPMH EEKEVKIXMW KIR 1)
SJJIVIH JMVWX XS XLI TEXMIRXG. W GMXLYVI 81 WWHWEEPKPR SWEXMH FIG
JMRHMRK E TVIGMWI ERH EPVIEH] ORMR RMXNEBMIS R BMR XLR IK]MWEK \ERTEL
XLIR FI INXIRHIH XS SXLIV JIQEPI QIQFIWGW SJ XLI QEQXXMWPRE W M WEKRV W
EYRXW GSYWMRW JSV EPP SJ XLIQRIMX G W | ®TXIWRSKT I8 EIXM XEF BN WMV K
WXEXYW

-J XLI HMWIEWI GEYWMRK QYXEXMSR MRXIXILE&UDEDQEPNIRW RBXRGREBSR KE
JSV KIRIXMG XIWXMRK E GSQTPIXIHEWEKFISMMMWRSQ XWX KHIRTINSISVQIH M
QIQFIVW QSXLIVW WMWXIVW MR SVHIWXXBMXMBRMSEPRISI[ MRKKXRI QYP XM\
EPVIEH] SYXPMRIH 104% JMVWX JSCPBXIMWAIWIHUWER G B W KI W8 MMWS JJ I\
TEXMIRX..W GSRWERKYMRISYW JEQVMPE RHQFUMR ECSRXEAINTWKLWRWXEXMSR LE
JMIH I\XIRHMRK XLI MRZIWXMHKEXMIRFXREPEGEMQPEMPMW ER XMI JEQMF
VIGIRX KYMHIPMRIW

-R -XEP] KIRIXMG MRZIWXMKEXMERYWW MWXEFPWSMLY MEXGEYWVW PP WKQE
VMWO J[LIXLIV XLI] LEZI I1ZIR QMPH WMKIEW ISVWWGQTKW ER $BIXEXHMW GS
F] EX PIEWX HMJJIVIRX VIWXMRK HIXIG/NQ MWRWEX¥YVE B I [SEORIQWK E@RW \
GSQTPIXIP] EW]QTXSQEXMG [MXL REXQEBEPYRH-IF EWIR TIXQBRPIW KIRIXMG
VSYXMRIP] SJJIVIH MRXIVREXMSREEPKYMLMHVRERMAESXMRERI ;S¥PHRH KY
HIWXVSTLMRSTEXLMIW -R GSREPVMTRWIXL MWFRM X MIRG EWN ISRW IRV W]QT XS (
MRK MRGVIEWIH "/ KIRIXMG XIWXMRKERM]ENTFVIVVMBEXHBRHKMILEMB C
ERH EGUYMWMXMSR SJ MRJSVQIH GSRWIRX RWSQ FSXL TEVIRXW SV PI
'"EVVMIV HMEKRSWMW MR EX VMWO JIIEVPI] ERW PIWWWMBHKIPHS V| XQVEHIIP E V
TVSGVIEXMSR TPERRMRK %PP K|REXGAMEF KMWX MKIKE XBWER YRVWMEP[EXWM G| TVI(
counseling ("pre-test genetic counseling").

Patient with BMD

&1( TEXMIRXW [MPP EP[E]W LEZI LHBEYW)BAIIGTHMWWVSR XLI = GL
PIW ERH EP[E]W SFPMKEXI| GEVNINGIE'YW D KR I]HIEEWKW XSRWKS EPP JIQ
WMRKPI < GLVSQSWSQI [MXL XLI KIRI JSV MPMMKHVRBITKMR QYXEXIH

BMD Female carrier

-R XLI IZIRX XLEX KIRIXMG XIWXMRKEMH R WNJ MIIQVE KL | XY XFEEEXMVXS
“carrier” 'EVVMIV JIQEPIW [MXL ZIV] VEVI I\GITXMSRWXLEYILEWI]@T X
of transmitting the mutation to their child at each pregnancy: male offspr ing who inherit the mutation
[MPP FI EJJIGXIH F] &1( [LMPI JIQEPI| H B EKXW\S R L[ MR EIlVEAM] G

VMIVW

8LI VIWYPX SJ XLI KIRIXMG XIWX 'WostSa6Pgéendtit dotmgeliRg"H SuehvEBuUKSE
PMRK [MPP EPPS[ TISTPI XS HMWGY WM XLJI XLWXPXXY KBHOBRSR W
XVERWQMX XLI QYXEXMSR XS XLIMV GEMBHYMRGIWRH XS TPER VI
6EVIP] JIQEPI GEVVMIVW QE] HIZQ®WSQ EWRPR MG EIFG WYRKXW OIPIXEP Q
7]QTXSQW EVI YWYEPP] QMPH ERH SBPREIVGIHDGMEYRE PPR PVJEZQ\EIP
EX VMWO SJ HIZIPSTMRK LIEVX HMWHBM K RGIWWXIWP [SH 5 PEXM VP M
JSPPS[ YT ERH GEVHMSPSKMG TVIZIRXMSR
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Non BMD carrier Female

-R EFSYX SJ &1( XLI HMWIEEl nddoW mGt&i¥nNVthet i€ Ja Butation that is not
MRLIVMXIH JVSQ E GEVVMIV QSXLIV RYXLS ZGWIVMEVYIPN RV XEK IWKSG
ZIPSTQIRX SJ XLI &1( MRHMZMHYEP W TXM.IMWRXES\R P [X MIR QXYLX E&X1M
ZIV XLI TVIWIRGI SJ E HI RSZRRORWREXMISREMMIRX MWQ SXLIV EKX
HSIW RSX VYPI SYX E TSWWMFPI VI'GeYnivd RazadicBh,"H MW | E W IL IHTYV | XVS
QYPXMTPI QYXEXIH IKK GIPPW M® PAXU SQYEKXI XR E F\SIGEWWIITWVIUYIRG]
MW YRORS[R MX MW IWXMQEXIH FEWIH SR XURXI[ TYFPMWLIH |

8LI KYMHIPMRIW XLIVIJSVI VIGSQMWMRHEPFVFIQEXEP WMEIK & BWIMEW
VIWYPXIH RSX FIMRK GEVVMIVW JSV XLI SWWWMWMWIQTVIWIRGI S
-R GEWIW [LIVI ER EX VMWO JIQEPI LERWH BEMRI REXMXIL IKQRBDIXAMBG XJ
TVIREXEP HMEKRSWMW MW RSX ETTVESVVMEWKY IRIGIEMW |1 UNWE ®P MVE Q
VEP TSTYPEXMSR

REPRODUCTIVEZHOICE$ PRENATALDIAGNOSIS PREIMPLANTATIONDIAGNOSIS

%W ERXMGMTEXIH XLI HMEKRSWMWJISBIKERVEKIWMRYPX VMWD REPISY
EW IEVP] EW TSWWMFPI ORS[MRK XLRMREK EMTV I WKERKGE W[ ®BPIFS BEKS
EGGIWW EPP EZEMPEFPI TVIREXEP MRMMEIRXMBRIW ERII—g%S FEERRGMR E
MRGVIEWMRK XLI WYGGIWW SJ XLI XIWX [LRQBRWW PMROIH X/ TVIGMW I
-R GEWI XLI JIQEPI W KIRSX]TI GSYPH 'R\BI)KFIFHEFSCE]XE)MFRIQ{S'HVMﬁ‘ ME& KE
RSWXMG XIGLRMUYIW TEVXMGYPEVREMRK 2 [[\WKPPI EIRVFEES{MMHRI R KMYAGEXMS
GEVVMIV WXEXYW IZIR MR ER SRKSMRK TVIKRERG]

B3RGI TVIKRERG] MW SRKSMRK MX MW TXWRNNMKBI XEXEWMWSWRWMW | XVIW I}
FV]S JIXYW XLVSYKL ZEVMSYW TVIREXEP MRZIWXMKEXMSRW

-X MW MQTSVXERX XS IQTLEWMAI XLE® BVRRHEGRSVRER @ S REXLKRBEWHM BRI R |
RSWMW SJ (1( &1( MW GEVVMIH SYKMXRPYBWR QEPTXINDCSRWIWISY TWPGLMEX
VIEWSRW XLMW MW FIGEYWI EW EVPVIEWMIQEHRKSPE MMEX | HE RH XER IWE V
W]IQTXSQEXMG JIQEPIW MW RSX TVIHMGXEHKFI WR SW W R B/XXKN EXFEBWXLM \@ W XE
6IGSQQIRHIH TVIREXEP HMEKRSWXMG BWGMR U XIW XBMXIMB\RER KIMMSH X
RMUYIlI YWIH ERH XLI MRIJSVQEXMSR XLI] TVSZMHI

8S HEXI XLI JIQEPI GEVVMIV MR SVHIV YXF SRR @ WWERH BEW XMRYIXMXIH
XLEX GEYWIW XLI HMWIEWI GER GVYBSSBXIEPI XM[RIR WXRAMKEBRXMZS RW- SJJIVI
EP ,IEPXL 71VZMGI 772 ERH RSR MREEGWMWZW MGEPV\SIRXPKIMSYKEPTVMZE
WSQIlI 6IKMSRW WYGL EW 8YWGER] ERH )OQOMPSIEIGSQEKRE MR SRKSMRK 1

Invasive prenatal diagnostic techniques

-RZEWMZI TVIREXEP HMEKR S WhHohb@ic Ml kdandidgy,lamnibcBn@&sy &hd funiculo -

centesis or percutaneous Umbilical Cord Blood Sampling (PUBS)

Chorionic villus sampling MW ER MRZEWMZI XIGLRMUYI| PIRABEXWMIS K X SM RZISPVZM\S F
[LMGL GSRWXMXYXI| XLI IQFV]SRMG TEVAHGIRMUIYTREEGER M G4 X XWBWHXEIX |
WGSTI SJ HMEKRSWMW SJJIVIH F] XLI RSWMW XX I1 (RS PGWEPRE K [IRVVE KH M \
XLYW EPWS JSV XLI HMEKRSWMW SJ (1URILKLEDGEEWRIFMX INMWSE XIIGEGVRWY M
RERG] GSYVWI TVIJIVEFP] FIX[IIR XLI XPERH X3 SHAOEMERRUYEBMX| EFYRHER
QEXIVMEP 6ITSVX SJ E TVIREXE® HAWMRERKRG WNEW TPRVMB KSWIMS RIM IM\EF S Y X
REXMZIP] EQRMSGIRXIWMW ER ITEQMFEAM IVRXHIIBXWEGERRH XVMQIWXIV S.
TVIJIVEFP] FIX[IIR [IIOW <: ERH <:-- [LMGL &6 S\WOMWMRKSI EQRMSXMG ¥

-R XLMW GEWI QSPIGYPEV HMEKRSWMW MW QSVI G[3IQOWI\ ERH XEOIW P
inally, funiculocentesis or cordocentesis MW XLI MRZEWMZI TVIREXEP HMEKRIESWXMG X
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JSVQIH PEXIV MR XLI TVIKRERG] GSYVWXIL FIDOIIRLMMW XMALERHYI| M|
ZSPZIW XLI GSPPIGXMSR SJ FPSYH JNS[QZXVYI| WQIRNP \MVKERVWE TIVISVQIL
TLEWI SJ TVIKRERG] MX HSIW RSX IRWEXIRSI BFMX ERRXEIPIREPYRPHE Y
JSV E TSWWMFPI XIVQMREXMSR

%PP XLIWI XIGLRMUYIW EPPS[ XS EREPJSNVKXLXS IKIWWSM\MQo EER H G B LYIWI
HMEKRSWMW SJ XLI HMWIEWI XLVSY  KMWEXMZH IRKXMEXVERVBR SEVPL I ¢
WXEKIW SJ XLI TVIKRERG] -J XLHTRXREXEBEP EHREXRSWIRVMMR XLI HIJWXVS
in the fetus, the couple will decide whether to continue or to terminate the pregnancy, accord-

MRK XS XLI XMQIJVEQI TVSZMHIH F] XMSR XEKXMMWR BE[KYSEXXM@WSV KX
GEVV] SYX KIRIXMG GSYRWIPMRK EW WSS RSERRTIEW WIMF\RIIREX E E ZH MEE
XMG XIGLRMUYlI TSWWMFP] GLSVMSRMG ZMPPYW WEQTPMRK

Non-invasive prenatal diagnostic techniques A

8LI XIGLRMUYIW HIWGVMFIH EFSZI EVISBREXWMPM XIRB XMYWD E

XS S QMWGEVVMEKI *SV XLMW SR ENVRSZE WWRZ IV THITRE X
XIGLRMUY IW"N@r¥idvasike\Wrenatal testing- NIPT" EVI FIGSQMRK QSVI TS
EX XLI QSQIRX EVI RSX SJJIVIH [MXLMR XVWP ME76 S R EBYR\EG ¥ R{M
TVSNIGXW SJ 2-48 EVI SRKSMRK 9RPRNEBIERIEEQPERRMIG IRMPW M
RSR MRZEWMZI WMRGI MX GSRWMWXW I8J R IMRRR @ E X\WWIRAE IS J- B
FITR WLS[R XLEX WXEVXMRK JVSQ XLIG}2VIWXI X¥% EWIIXEPJ
TVIWIRX MR QEXIVREP FPSSH ERH GER FS GNSRPEG/MHAEI NR] E
XLl WXYH] SJ WSQI JIXEP TEXLSPSKMEWR RILMW JSNGQIFHMBW || EY
9th week of pregnancy, allows to determine the sex of the unborn child and the screening for
XLI QSWX JVIUYIRX HMWIEWIW VIPEXIHUX#® IGLWE QS W EQE PS BF
SV GLVSQSWSQI XVMWSQ] VIPMEREWHEGGEZYVEMEKIR E\W M VR SR
QYXEXMSR MR XLI HIWXVSTLMR KIRI M\ ERWH MXR] IR SWX-IME
GEP ZEPMHEXMSR MR SVHIV XS FI YWIH MR XLI HMEKRSWXMG
,S[1ZIV XLI ORS[PIHKI SJ XLI WI\ SJ XLl ¥-RBS¥RPGELWPXS -XEV&
YPEV MRZIWXMKEXMSRW [MXL MRMEMWYMZ WEIRLTBMRK GVSKEQIBR
TVIKRERGMIW SJ QEPI JIXYWIW EZSMHMEW MRKRZ 8 WNEPII UV)SE’:I'\/NI-H

N
Preimplantation genetic diagnosis

N—r
00]
% TVSGIHYVI XLEX MW GSQTPIQIRXEV]ILRSI U'WIMRE XERHHWI '
EZEMPEFPI YRHIV XLI 2,7 JSV [SQIR HNEW VB WPke b p¥adRidOONEenetic  —
Diagnosis ("PGD"). C%
Z
4+( VITVIWIRXW E RI[ QIXLSHSPSK] GSQHRMIEXRI®XMEBSXTEDR
MHIRXMJ] XLI TVIWIRGI SJ KIRIXMG HMV\X/IBEXI\MWRSWMBR.\YQQ‘%@

MR ZMXVS MR GSYTPIW EX LMKL VITVSHYGXMZI VMWO 0p)
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a,

)

+)2)8-DIAGNOSIS

4+( GSQFMRIW XLI YW IlasSSidte@ ptodie@tor PMA) XIGLRMUYIW [MXL XLI PEXIWX

KIRIXMGW

41% VIJIVW XS EPP TVSGIHYVIW MRZSIPERMRKLDN | WYSBS\CQWX\VSMBE SJIQEPI

SSGIXIW SV IQFV]SW EMQIH EX EGLMIZMRK E TVIKRERG]

41% GER YWI SJ HMJJIVIRX XIGLRMUY I ®WWWERKMRIKP JVER XL @IWWGCNRA P
ERH --- TVSGIHYVIW EGGSVHMRK XS XLI WTIGMY.G GEWI

*SV (1( &1( TVIMQTPERXEXMSR HMEKRBWMWY BKZIM XA HXINELRMUYDFV]S X\
[LMGL JIVXMPMAEXMSR XEOIW TPEGI SY XYWMKHIRXL | QF ¥ EPW FESH [ XEVEER W O 1V
YXIVYW ERH -'7- MR [LMGL E WMRKPI WTIVQ]IXMW MRNIGXIH HMVIGXP] M
'SYTPIW VIUYIWXMRK EGGIWW XS TVIMMWPERXEXKMSRIKMRKRASWMUW KYS G
[MPP EPPS[ VIGSZIV] SJ SSGIXIW TEXFYREPXMPMWQHIRIKE! JIVXMPRINEXNK$R MW |
GIPPW FPEWXSQIVIW [MPP FI LEVZIWXVRMMWSXQ WXEK]ISWSBEXHXZIPIET QIR X HE
(2% NXVEGXIH JVSQ XLIWI GIPPW [MPP FIXEREPMSU HKIMRRHMREVSEBLYSQSWSQE
XS FI HMEKRSWIH 3RP] IQFV]SW RSX EJJIGIPR FI XV E RKWIIXN GHHWRMNKIE WM L
4+( RS[ WYKKIWXIH ERH XIGLRMGEPP]RIDEMGI HRMWEEW SWJ & VWIWH.IIW K1 ( &1
XLI RIIH JSV XLIVETIYXMG EFSVXMSR

-R SVHIV XS KIX QSVI MRJSVQEKXWIWRTYFRBMGH VBRRKH XTIM MZIRX | XVEX TIV
XIGLRMUYIW MX MW TSWWMFPI XS GSRWNRKS XL IHMFTAENRM XSJ N L IM-W/K MVXXY

PRACTICALASPECTSAND PRESCRIPTIONDF A GENETICTESTSTHROUGHTHE NATIONAL
HEALTHSYSTEM

BMD is a rare disease as HIY%ZRIH F] XLI IMRMWXIVMEP (IGVII 2SRX (4'1 BEFRH WYFW|
+ 9 2S 8LI HIWMKREXM\SIRI B3 BBNER/W (MBAXIE IR XW ERH XLIMV J|
VIPIZERX LIEPXL FIRIY%.XW FSXL HYWYER KL IIRM¥ELK RFSNBEXMRE W WIS\G MW | W X E
XIV MW TEVXMGYPEVP] VIPIZERX G SR @ NMIIW MERKI X/IL 8 X MMN RKVQEY BXMSRI LI
XS QEREKI ERH GEVI JSV XLI TEXMIRX ERH LMW JEQMP]
8LI INIQTXMBR99 ?7IVZMGIW VIUYMVIH MR XLI HMEKRISWEW G MVEBWGAWWTEY H
SJ IMRMWXIVMEP (IGVII 2S VAEWR SMAMW GV M WY M SIBW HIZSXIH X
SYX XLI HMEKRSWMW ERH XS EGGIWW XLI KIRDXWRK QBR KWII FHNEEK B RW XM.G
8LI WEQI 6 GSHI WLSYPH FI YWIH JSV WMRRXMG DEQMMREIGRIXIM TERIR EV
GEVVNVHeR® code GER SRP] FI YWIH F] E WTIGMEPMWX BBGIX%NVI MR KK R I WP/
FITR IWXEFRMMBLUIHTEXMIRX RIITHW XS FI GIVXM%8B EWLBMVEIVXITEWMDIRX TEXMI
IRVSPP MRXS XLI 2EXMSREP 6EVI (MWIERNF 16 ERNAMWSG/M EXLLH EKI8 VEIBMWIIGM Y G
the patient will access for free to all health care services VIPEXIH XS LMW GSRHMXMSR-ERH XS
HIH F] XLI )YVSTIER 61JIVIRGI 2IX[SVOW R&WIYLXXXITWMW XVLRVIYSYSGI IWWIRX
TEXMIRX FI GIVXM%IH EX XLI XMQM S R HM & KRBMWXMW IMR MIMGL XUKRMVIJIV X
WXV] QEREKIH F] XLI -WXMXYXS 7YTFPM SVR XIN WERRWHX S L WM GIWBVRYE LEZI FI
EPP -XEPMER 6IKMSRW JSV GIVXMWIG&GEXW X R L8 MVTEDKMKIRXGEEXYVENRERS XL I
ERH SFXEMR XLIMV GSHI ERH XLIMV GIVXMY“GEXYV]ILMGPXLYRIXHW. IR FI YW
JEPXL TVIWGVMTXMSRW SR ER 772 TMAWG \GBSTYRWESIR MRE BERIWMWHISIRRI F]
TVEGXMXMSRIV SV F] E WTIGMEPMVEXVWMGGBIEEW [RINFISYISKMW XW5 VERIEHWR S|
XMSR JSV KIRIXMG XIWXMRK GER SRP] FI QEEXM$RXLI WTIGMEPMWX ER] V
-R SVHIV JSV XLI TEXMIRX XS FI IPMKOTFRPVIBVGEBHRVWMI¥YEZMGI XWMIH MR ER
8LI 6 INQTXMSR GSHI GER EPWS FI YWIH JSV GEWEMRS WIXWKGMRK SV JSV

arentproject.it



Psychological aspects in genetic and family
counseling

Psychological aspects in genetic counseling

-J E [SQER MW E &1( GEVVMIV ERH XLI GBET MLENMBMRK KRB X\TI\W M VR IGH
XLEX QE] EVMWI HYVMRK XLMWLMTRAEWILG SSNH FFll GBRKXEEOX EHZERXEK
GSRGITXMSR GSYRWIPMRK [MXL XLI LIPT SJ E TW]GLSPSKMWX

Psychological support during genetic counseling

8LI TIVMSH SJ KIRIXMG XIWXMRK MW ET[EMXWBKMZNW@RIK VKRS SIHM I W LB P
REXIW [MXL XLI JIEV SJ FIMRK E GEWGW R K 3XXI R E K RISV XM G HEKXR. [ E
QERMIJIWX YRYWYEP IQSXMSREP VIEGXMBEGWMGEORKV IKIRIS/EKXKWMRKR KW YE
IRGIW SJ ER\MIX] ERH MREHIUYEGXMR K RRIE)X MHRRKSYHIMEMS QEREKI XLI 1Q
EP WXEXI NTIVMIRGIH MX QE] FI MQMPSIVXEREARH. SWKVTEX X SJ E TVSJIW
TW]GLSPSKMWX [MXL [LSQ XS WLEVI XLSYKKXWXERMIWTASMIBRRBEW | XILH\
XMQI SI WYWTIRWMSR ERH VIGSKRM”I XLIMSRBRRMRKIERHRGE® Y| SJ XL

h

Main experiences of carrier women and psychological support

;LIR XLI QSXLIV HMWGSZIVW XLEX WLISRWWH IGEEVMMNVMIRGI G SIRVHEWX
XEXMSR JIIPMRKW SJ KYMPX SRIVEIRAEXIMSR BBKIXLIB/RHM&L LIV TE
JEGIW HMWMPPYWMSRQIRX [MXL VIWTIGX XS LIV PMJI TPER

-X MW HM¥%GYPX XS HI%RI [LEX MWXHIBBWKXETRVISWYIMEEXMEIR MX

MQTSVXERX XS TE] TVSTIV EXXIRXMSEE X8 SRW KLERS RE G B R \WQXERWHR T
ERH JEQMP] FEPERGI

Mood alterations:
inability to cope, (M%GYPX]
sense of injustice GSRGIRXVE

Anxiety, insomnia,
tachycardia, excessive

worry over their child's
future and their own
health

and helplessness VITIXMXMZI X
over what happened, MVVMXEFMPM
feelings of guilt

%X XLMW HIPMGEXI WXEKI MXENRWEHZSIWBFBILSS XEDGEPIZV-Y TTSVX MR
WIWW XLI TSWWMFPI MRMXMEXMSR R21IMRHMZIMMWGERM BB EPRIS$ KX 3 EIC
XLI WTIVMIRGIW ERH MHIRXMJ] XLI VIWEYXIAIW RXIMHS IR EFS FGYS/THI RMS J
HMEKRSWMW ERH XLI RIITHIH JEQMP] VISVKERMM"EXMSR
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NEUROMUSCULAR



2)963197'90%86

8LI QEMR KSEP SJ E &1( TEXMIRX RIYVSQY WGV WEXW REKRKEKER HR B SXVB \X 3 YT

ASSESSMENTAND

% &1( TEXMIRX WLSYPH LEZI VIKYPEVEGW MRNEPM WDE PYE XORSRW KM KIRE
SJ XLI HMWIEWI ERH LEW XLI INTIVXMWI WT |GSWEPEY WX VW YTW R KMIWWI S& | F
TPIQIRX TVIZIRXMZI XLIVETMIW ERH FEWR SMRXG/IZOQRRMGESE X3RS RWI EWW S
HMWIEWI

8LI &1( GPMRMGEP WMKRW ERH W]QTXYQWS EVEIKLMKLERWYEXY HRHP T WSK XII
XLIVIIJSVI GPMRMGEP JSPPS[ YTW QR]JKEHIWBRHBMAR KESHRMAUIVIRXMAIR R MV E K
QERMIIWXEXMSRW -R XLI IEVP] WXEWIW SRIHXH | GEMHWWE WIS ] W VSV X IRRHV | W
MWSPEXIH MRGVIEWI MR '/ SV INIVGMWR MR X$MR K ETRGW MSERBEWR| XE GX MIZEM X ]
GLIGOYTW JSV QSXSV EWWIWWQIRX EVI VIGSRXRIHALY WX WMKRW SBKQYWGP I
SV MRMXMEP NSMRX VIXVEGXMSRW RBGPXETEPEVSR]XMIGELIWMWERLI\XYRW
%GLMPPIW XIRHSR WXVEMR MX [MPP X*M¥MR FEWXBDRE RREEFRGPMRMGEP [1Z

www.parentproject.it 27



8LI GPMRMGEP XIWXW XS FI TIVIJSVQIH WLSYPH FI EMQIH EX IZEPY

Muscle strength GER FI- QI Boint movements: When as Timed motor functions: The

WYVIH IMXLIV QERY E Pdegsiny > MM "pdtien, it is YWI SJ XMQIH XIWXW XIW]
XLl GSRZIRXMSREP 16impMr&aiPid @dnitor the oc - XMQI XS KIX YT JVSQ XLI
QYWGPI WXVIRKXL [LM CGcuridriwe BEpMgFession of joint XS [EPO XS GPMQF ERH K
SR XLI NIGYXMSR SJ QtEfAes3 | K Wmuscle-tendon WIZIVEP WXEMVW MW ZIV
F] XLI TEXMIRX EKEMRERXXIEIGXNKVIW ;LIR BISIMRXTGSARMHI MQTSVXER>
WMWXERGI I\IVXIH-F] tacturesdringidity are encoun- mation on how the pathology is

XSV SV XLVSYKL FUYMKIQIRXMM][MPP FI MQ Tpsogr¥€siRgXinXlee patient and
REQSQIXIVW Y%\IH SVYDS¥MEIFMPMXEXMZI MR Kddr&hr s kespRnding to

XLEX EPPS[ QSVI WIRWMEMZAWERKVIXGLMRKXMIEZS G NVRXW SV
UYERXMXEXMZI QIEW YW L&eldt positibding orthoses

the strength of different mus - XS GSYRXIVEGX INXVIQMX] HIJSV

GPlI KVSYTW &EWIH SR MXIMIRXMX]

of the muscle weakness found

ERH EGGSVHMRK XS XLI ZIPSGMX]

SJ] TVSKVIWWMSR -XLI VILEFMPMXE

tion project will aim to the ac -

XMZI EGXMZI EWWMWXIH SV TEWWMZI

QSFMPMA"EXMSR SJ ZEVMSYW QYWGPI
KVSYTW

-

Motor function rating scales: Motor function rating
WGEPIW EPPS[ WGSVMRK MRHMZM
NYQTMRK WXERHMRK SR SRI PIK
IXG 8LIWI EFMPMXMIW VIUYMVI XLI
EW STTSWIH XS XLI 16' SV H]R
QIEWYVIW XLI WXVIRKXL SJ E WMF
There are many clinical scales, and some of them are
YWIH ERH ZEPMHEXIH MRXIVRE
FI HIPMZIVIH FYX MX MW MQTSVXE]I
[SYPH FI MRWXVYGXIH SR LS[ XS 1
YWI SJ XLIWI WGEPIW QEOIW MX T
TEXMIRX W GPMRMGEP GLERKIW SZ
XLl 1JJIGX SJ E VILEFMPMXEXMSR
TVSKVIWWMSR SJ XLI HMWIEWI
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Muscle magnetic resonance imaging:

imaging is a radiological method that,
[MXLSYX INTSWYVI XS < VE]W EPPS[W XSV
QYWGPI LIEPXL 2I[ VEHMSPSKMGEP X
EPPS[ MR E WMRKPI WIXXMRK FSXL U)
UYERXMXEXMZI QIEWYVIQIRXW SJ XL
¢ . WOIPIXEP QYWGYPEXYVI 8LMW I\EQM
: FI TIVIJSVQIH [MXLSYX WIHEXMSR ERH
§ FI TIVJSVQIH MR TIHMEXVMG EKI JVSQ
\/ JTEVW 8LMW I\EQMREXMSR MRXIKYV
GPMRMGEP IZEPYEXMSR TVSZMHIW E PSX SJ N\

/
l . ERH GER HIXIGX IZIR WQEPP GLERKIW |
.
XMWWYI

Questionnaires on quality of life and personal autonomies in daily life :
8LIWI UYIWXMSRREMVIW I\TPSVI XLIGKEWAW RMIW HMHEMP X ¥ MZ MIRKEE |
EXXIRHMRK TLIWMGMERW XS WYKKIWX EMHW XS MQTVSZI EYXSRSQ]

PHARMACOLOGICALTREATMENTS

8S HEXI RS TLEVQEGSPSKMGEP XVIEXIQURDPOE GM ER H VGIZH Rl JOF = S
PMRIW EVI EZEMPEFEPI JSV &1/

R (1( XLI XLIVETIYXMG 1JJIGX SJ KRMH®SG SV XM\E SWM IG\E KRW A MX | §
GLVSRMG +' YWI LEW FIIR WLS[R XS MR G\EIE WS VWOW BG PHE QUF X P IERXKIVKS
VIHYGI XLI VMWO SJ WGSPMSWMW ERH TVIWIVZI VIWTMVEXSV] JY
+' WPS[ QYWGPI HIKIRIVEXMSR XLVSYXS8VH HMVGEXSRRX¥WNSRJ PEERQH
QMXMKEXMRK QYWGPI HEQEKMRK IZIWXWSXILENR BMU DGWME R HV MR FP B
XMSR

-R &1( RS GSRXVSPPIH GPMRMGEP XNHVMES W IIQGEYRWXMWE K| IR GS\W WY
TSWMXMZI 1JJIGX SJ +' 8LIWI WXYHMIWGEMR MBEP! VEK JFQ TXXLS QKEVXI I
XMIRXW ERH TEXMIRXW [MXL WIZIVI QUWGEP [ZIEUREFWPERH NFRI RG
JIVIRX QYXEXMSRW [MXL HMJJIVIRX WMBPXV JTMMGR P IZIW W 3HMR BXPLA St
IEW] MHIRXMJMGEXMSR SJ E LSQSKIRISYW KVSYT SJ TEXMIRXW
,S[1ZIV WMRGI XLI FMSPSKMGEP QIGLERGIM QMWKY R INIE R YN RKM 1( TEXM
EVI WMQMPEV EPFIMX QMPHIV XLERT SWSWWME®FWILEZ H- 'ME@MKL X NLE
TVSXIGXMZI VSPI MR &1( EW [IPP -RBVIXW XVLRVX LB VW G Z KOKER) M GT P
VIKEVHMRK &1( TEXMIRXW XVIEXIH WYGGIWWJYPP] [MXL G

-X MW XLIVIJSVI MQTSVXERX XS GSRWNRIVZ+R MR B X(L NEI YROMG
JYPP] GSRWMHIVMRK XLI EKI SJ SRIW IGPSVIRWGER § @ WK \EIRHVMI SR SJ X
8LI VIJIVVMRK RIYVSPSKMWX GLMPHWIRNRZN ST W WG XM EXE T WOR BV
TEXMIRXW [MXL TVSKVIWWMZI ERH WIZTVG MQEYPWGAPY WE © RdP\M WX L 8\ 1
GSRWMHIV XLI +' STXMSR EW MRHEMEZMHYIEFENM]IIHEWLFYEN HIGMH
RIGIWWEV] XS GEVIJYPP] QSRMXSV XLI TPSWAWMKHIZIIJ 0J BDGWB ZH R HX MK
-R XLl &1( TEXMIRX HMEKRSWIH MR HIZIRBTGQ+R XEPVER] ZE}R)H R @
TSVXERX XS GSRXVSP TYFIVXEP HIZ] FERQUKRXQMN R ISK IHIWGHS RVGHM RW
TVSZMHI VITPEGIQIRX XLIVET] MJ RIGIWWEV]

-R XLIWI TEXMIRXW E GSRHMXMSR GEPRZRPWH EL M &K SRKEHMRWMR XL EIX TN
XMSR SJ LSVQSRIW MRZSPZIH RSX SRRAYSMRRVWMXERYYERYKEXNMNSRW
FI GSRWMHIVIH +' QE] EPWS FEYWQOBFREWHEPFMIGSG ZXEFVAW GEXMSRW

GER VIHYGI WIVYQ FPSSH XIWXCSWXMBRYXMRIKP WS XISKW KVS[XL VI
ERH FSRI JVEKMPMX]
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Treatment with testosterone, which is one of the reduced hormones in hypogonadism, can
VIWYPX MR GPMRMGEP FIRIJMXW SRMXILI MRGNG E RIS W @IPWCERP W EW>
WXVIRKXL ERH TSWMXMZI 1JJIGAMVSRSRS GIEIR R XLE BIRMXM.VSYKL MRNI
SV TEXGLIW ERH XLI HSWEKI MW GEPGMYMPERMXMERP MR K YWNDR R BZ BPFGAG
TEXMIRX
% QSRK XLI ZEVMSYW [1JJIGXW TSWMAMZI ERIHIRMMEXEMEIYV MB YW GG K
TPMGEXMSR VIPEXIH XS ER EFVYTX HNMWGEBR XQERPPEMMERVSREP B3R
ALIWMSPSKMGEPP] GSVXMWSP MW E REVQKHHERH SHE X IMW Y XV U EPFWMR
[MXL WXVIWWIYP WMXYEXMSRW [LIRIVIH VEVGIWRS RMIG & E W]l BH QTMER
[MXL QYWGYPEV HIWXVSTL] IRHSKIRSYW TVSHYGXMSR MW VIHYGI
-R GEWI SJ EFVYTX HMWGSRXMRYEXMSR SJ
GEWI SJ MRGVIEWIH RIIH SJ XLI FSH] JSPPS]

SV WYVKIV] JSV I\EQTPI ER EHVIREP GVMW
8LMW MW E XVYIl QIHMGEP IQIVKIRG] VIGSKF
’ onset of dehydration and a confusional state, headache,

WYHHIR PS[IVMRK SJ FPSSH TVIWWYVI XEGL
MRK ERH WSQIXMQIW ZSQMXMRK -R XLMW G
XS EGGIWW MQQIHMEXIP] XLI IQIVKIRG] VSSQ

arentproject.it
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&SRI LEW E QEMR QIGLERMGEP JYRGXMBR TW WXTYS/\V XENRRIK QESRZH QWR XV X(EIMI R/
MRWIVXMSR SJ QYWGPI XIRHSRW SR XRGEKBBRMXWI WX VMZXR WNLSOWXLY FSRI |
EGGSVHMRK XS XLI RITHW SJ XLI MRMMZ¥MHXEP HKMSJAFVARKXVHHGERBRWPXIL E>
PMJI *SV I\EQTPI E PIER MRHMZMHNWEFP [MEAI XMMRRIQ EWIG Kl QIBAERP] Pl
[LMPI E QYWGYPEV EXLPIXI [MPP YWY BMREHP|SIKEBWG EZPV RIVEE SIBV BYGISRI MW
ERH JSVIQSWX F] XLI KIRIW [I| MRUIRMXVEXKX ERWEBHJIXVGMWI [I TIRISVQ &SF
VIKYPEXMRK MXW WM"l ERH WXYTYSGAXKM X M SMRR XR Y B MIRIKSM X VX |G SIRNSNDVE NMNRHM Z
YRXMP HIEXL XLVSYKL XLI TVSIKBWYGEXIMSRYS O WWMMNOERKGIWKWRW |IRHSG
JVSQ XLI FSRI MXWIPJ G]XSOMRIW XLEX ENI RMEWYBSH[ IENGGISXHMRSR|

VIWTSRH

I1YWGPI EGXMZMX] MW SRI SJ XLI QEMRSRIKYIXEXSRKWBRG XERM X KGCMW
PMIWX WXEKIW SJ WOIPIXEP KVISTNISKEPW SMRIR IFERNV IBKRVGE®W K
YRXMP MX VIEGLIW E TIEO FSRIXQBWW I WXAGLO GGSIRAMERM XY EX [MAVPHEGB SQT|
XLVSYKLSYX PMJI ERH XLEX [MPP HIGVHEEWIKHYMBEOKFSRH KWW EZXIERW L |
FSRI VIWIVZI [LIR SPH EKI [MPP JSVGI YW XS WTIRH MX

I1YWGPI HMWIEWIW EP[E]W RIKEXMZIPJSEBMIJISSG(GKFYRMRIKE MR TERH KIV XEP
&1( QEOI MX HM%GYPX XS EGLMIZI E KSSRHPLMRHSY KIHOQ E MRIX QRFEBARVE | E
FSRI LIEPXL -R ER MRHMZMHYEPI[Q$VIEIVEKMPFSRIEQEJLEX SJ E LIEPXI
JVEGXYVI IZIR JVSQ QMRSV XVEYQE

-X MW [SVXL QIRXMSRMRK XEGEEVXWRG SEKMIRX'W XEOWRKQEPT
XLVSYKL E VIHYGXMSR MR QMRIVEP GSMRIXFBR IS EFGRIWWRIBISQREVIE [ XL
SJ XLl WEQI EKI [MXL ER MRGVIEWIH \QNEW OX \86H YIYE GXEWX MY PXEBSV O MR X!
ZIVXIEVEI ERH PSRK FSRIW WYGL EW MW EIQMV RVKEMFME | ZMBG MRVX LI C
SJ XLI HMWIEWI FIGEYWI MX GER FI JS®P X[UHEFMPNXIL XS A ERM ERXIMSIK J
SJ HEMP] PMZMRK

www.parentproject.it



8S TVSXIGX XLI FSRI LIEPXL XLI ¥ WWIXX\5| GEE@EN REEX®SRIQIRX [MXLMR X
XMIRX W PMQMXW ERH TSWWMFMPMRMEWY ERH]WH G BRI S\ QGNWINVM B RH. 1X
TLIWMSXLIVET] EPPS[ XLI QYWGPIW ¥SRISYS ERWERBPYPEXIH 3YXHSSV EC
MW LIPTJYP JSV WOMR TVSHYGXMSRE8XIZJMXE @ ERG( H- Rl NEIKH G XRISERM A
VMKLX ZMXEQMR ERH GEPGMYQ MFRXE OMMBQMR/ (QERHXQE@TIWXQ HI%GMIR
XS FI WYTTPIQIRXIH MR XLl JSVQ SJ ZMBRW EBWRXEX S K W XEXBIV X B MR
XMSR 'EPGMYQ ERH ZMXEQMR ( WYTTPIQIRBRXEDWSRA Gl W' QrBARIHE XS V]

8S FIXXIV UYERXMJ] XLI HIY24GMX SJ JKEXEOBVRR E(RRMYXE MW PYSV8 IH YHPV K[S XT:
WE] LIHVS\] ZMXEQMR ( ? 3, (A PIAMRGI| [Q WELF 3/PM XILUSNIEWWIW
ZMXEQMR ( PIZIPW MR XLI FPSSH ERMNXEQINWRBIWWMWT SEARMMESR IHLXTS Q M
RYXVMXMSREP MRXEOI SJ GEPGMNEQVMPY EZEIMBERRF KB RRAEMRKW RIX S
apps, which allow to calculate, accurately and in a few minutes, the daily intake compared to

XLI VIGSQQIRHIH EQSYRX FEWIH SRLXXITVEXNIIREWXEEKTSVS WMW JSYRE
IHYGEXMSREP LYF XSTMG GEPGMYQ GEPGYPEXSV

*MREPP] MX MW MQTSVXERX JWR] XEOTEXMIMRBEW XEG MEKYMWEEXMSR XLE.
FSRI HIRWMX] WS GEPPIH FSRI HIRWMXSQIXW]l QVEMIY VIBQRINRW JIXLSH
QMRIVEP QEWW ERH FSRI HIRWMXRI[BX XWIGHRW SJ XWLIWYRFEV ZIVXIFVI
XLI [LSPI FSH] 8LI 13" WLSYPH FI TIVISVQIH EX PIEWX 1Z1V] QSRX

8LI XIGLRMUYI YWIW < VE]W FYX EX E ZIG|SBYYSKRSWHHM SKSAETTEY | HJ XE
TIVWSR INTIVMIRGIW E TIVWMWXIRX FBGOV MVEGWRM M XEQFEH XAV KRV M N
< VE] NEQMREXMSR SJ XLI WTMRI XSVIIRERRE XIL MW XV YG XEWII VYT X3
XLl ZIVXIFVEI
1SRMXSVMRK FSRI HIRWMX] ERH FSRIWWXYY QX EGKXW\RI W ENKW | R XGN WEWX
TVIZIRX XLI SGGYVVIRGI SJ RI[ JVEGXYWAW WRIFGMZ: G/ KERK IXIE
WYGL EW FMWTLSWTLSREXIW [LMGLVBRIGLY KHWM F FBIRW X MWI/BK
XMSR [LMGL GER FI IN\GIWWMZI EW E VIWYPKXVSR KR & WEH/IXM

O RTHOPEDICMANAGEMENT

BVXLSTIHMG QEREKIQIRX MR E &1( TEXMIRKRKEW RMR KQ EBVFRO K
ERH TVSPSRKMRK MX EW QYGL EW TSWKMMWFPSIJERHX MMRM XM R EH
TSWXYVI

(YVMRK XLI [EPOMRK TLEWI MX MW EHZANMWIBRR IENS \Q X GILTEW M IRX VXIS
EPP KSSH NSMRX QSFMPMX] ERHSWHJ@ I

F -‘, XS EZSMH XLI HIZIPSTQIRX SJ GSRXVG G ¥RV KW |
4' PSRK VYR GER PIEH XS NSMRX HIJSV@WDGWI
[MXL TLIWMGEP XLIVET] -R XLMW WWEV

SJ SZIVRMKLX PIK JSSX SVXLSWIW RYVMRK
XLI EROPI NSMRX WXEVXW XS PSWI MSW W E
WXEFMPM~I XLI JSSX MR E RIYXVEP TSX8MX
¢ EGGSQQSHEXI XLI GLEVEGXIVMWXMGX/\LISQJU%L
-X MW TVIJIVEFPI XS YWI XLIQ EX RMKK-%RW
erant of wearing them and allows the orthoses to perform their Z
JYRGXMSR SJ TVIZIRXMRK NSMRX HHJB3XKYWXBILWRXL S $ XKLL £k
QYWGPI WXVYGXYVIW T

m

8S HIPE] XLI PSWW SJ EQFYPEXMSR RIKI ERMORI X&8SW | SBAK
[EPOMRK XS TVSZMHI WYTTSVX | R E FIPWMRKKL X LISTVE R $1R R XV XESRYAI
RIIH JSV E [LIIPGLEMYV
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-R XLMW TLEWI JYRGXMSRERBEWRYMKWGIERF M BXIWAIEXMQRW JVXBMIVEXN
PIRKXLIRMRK SJ E WLSVXIRIH XIRHSR HQ% ®WWIXMEPHOW) XRRH ERVCEWBAMGNKR K E C
IUYMRYW JSSX [LIVI XLI JSSX\WKIRRW DMSXVISRPERIALXKW 1SWIPERVIP]
GEWIW SXLIV WLSVXIRIH XIRHSRW GER F$WXRKMEM KH MK LY XU RB-WVE KW [ L
“%I\IH ORIl SV XLI PEXIVEP XLMKBVGRIHHERW ENWHWGERMERK MRRHSRW
JIVVIH XS E HMJJIVIRX NSMRX WYSRESI KXDREHBIRSXLE X IMW YRRSGRMRK IV |
XLl XVERWJIV SJ XLI TSWXIVMSV XMRMEBRW KWMRHSFRR WAMHWINMBRI\E GEW
GEVIJYPP] IZEPYEXMRK XLI PMOIPMLSSH YRUWUXGESRWW \ERIS 24V KYEVERX

-R XLI RSR EQFYPEXSV] TLEWI XLI TEXMKrw XS YWI
E [LIITPGLEMV [LMGL QYWX LEZI EPP XLZI ST

TSWXYVEP HIXIVMSVEXMSR ERH XS IQEINRE L VWMFP
MRXIVEGXMSR [MXL XLI WYVVSYRHMRX I8/ R VMFPI
TSVXERX JSV ER INTIVX XIEQ XS EWWQWWE : 1W X
GYWLMSRW XS OIIT XLI TEXMIRX JVSQ EW SWMXM-.
promote proper relief of any areas under increased pressure on the
support surface, and correctly align arm and foot sup -
TSVX MR XIVQ SJ LIMKLX ERH PFHH HE]
XMQI WXEXMG SVXLSWIW GER EP XLI]
EVI [IPP XSPIVEXIH F] XLI TEXMI Y
PMQFW XS TVIZIRX JSSX WXVYG vV XLI

YTTIV PMQFW XS QEMRXEMR E KESH QERYEP KVMT ERH EPPS
XLI TEXMIRX XS MRXIVEGX [MXL XLI IRYX \XSFE@IRXN XAILYRVIISP |
FSEVHW XLIWI EMHW EPPS[ WEJI QEMRMSESRERRH SJE R RE ¥ WAEMKIL X
LSQI

-R XLMW TLEWI XLI MRXVSHYGXMSR ®/JNMNW BEMRQVTIS V XESHEX HW EFRGMW FIMBX| XV E
XLI [LIITPGLEMYVY XS ZEVMSYW WYTTSVX WYVJEGIW
IEMRXEMRMRK EQFYPEXMSR ERH GSVVIGXVIVESVXW GISK WP GEXMBER XW ¥

7TGSPMSWMW MW E HIJSVQMX] SJ XLI MITB]RV XILME & LS B IRHWWV XN RGX IVIZM | W E
E [TIEORIWW MR XLI QYWGPIW XLEX OIITRNXLI FAEG XWXV EBVRHH XMER.H[ EVPWM KR
HIJSVQMX] WGSPMSWMW GER EPWS PIEH XS VIWTMVEXSV] GSQTPMGE XN\

-X MW MQTSVXERX XS QSRMXSV XLI EZARKRROVRB X KIJ WX E RVHINVRRK  F-WSHEE] @B/X M
RYEPP] JSV WGSPMSXMG GYVZIW 4 VE RIS \VEX PYEWK "l ZgV XWIMH IRS RIXYW SJ
QIEWYVIH SR ER ERXIVSTSWXIVMSYV TVSNIGAMBRRG IHET ISWKIGMERMRI| F]

8S HEXI XLI YWI SJ E FVEGI MR XLI IEVRP]WWDVEREW EXEMKREPB X | MW SRS X
SQQIRHIH LS[IZIV MR WSQI GEWIW EJXRX BJIXKEN SYKMFEWMWXWWOQ IXLI \
ER NTIVMIRGIH TLIWMGMER E FVEGI QE]VEI YWIR XSVIWRNMRX X-LJI XGLI TE
E [LIIPGLEMV XLI MRXVSHYGXMSR SJWHWXMW XGER TRRIWAF VEYPWYST TREW X V |
W]IQQIXVMGEP WYTTSVX MR E WIEXIH TSWMXMSR

-R GEWIW SJ WIZIVI WGSPMSWMW WNVXMBE RP IMRXS VEZRPRIKMRSRL Q B/]TMIRV
TSWWMFPI YWMRK VSHW ERH WGVI[W XS TVIZIRX JYVXLIV HIJSVQMX]

arentproject.it



-R XLl GEWI SJ PSRK FSRI JVESXYYRW RLMGW EMR
SVXLSTIHMG MRXIVZIRXMSR [MPP FIHFEVGIW WSMRF
*SV I\EQTPI JSV XLMKL SV PIK JVEGXREXSEVMIMR
JM\EXSVW EVI TVIJIVVIH XS IREF-MR RE&RMH N Y.PEf
XMIRXW MQQSFMPMAEXMSR [MX L] EBEMPXMVX E
LIEPMRK MR TEXMIRXW [LS [SYPH RSXJNEEGKRK
PMQF

lIEREKMRK E TEXMIRX [MXL &1( [LS LEW WWJGIS/RW YIPXEEKR XH

QIQFIVW ERH GSRWMHIVEXMSR SJ XLI TEXMIRX W S[R RII

% WIVMSYW GSQTPMGEXMSR SJ JVEGXWBEHKHOMRXJIEX
X] XMWWYI JVSQ XLI JVEGXYVI WMXI| IRXIFSHKL IMH
PYRKW GEYWMRK VI WS'I‘ISVBVTEBOH(&I\/e@MSWW’Ienaa-

tient with BMD falls and/or fractures, it is always advisable to take him to th

Emergency Room for appropriate management of the condition, inclu ding the
prevention of this complication.

ENDOCRINOLOGICALMANAGEMENT

-R TEXMIRXW [MXL &1( HMEKRSWIH HYVMWK HIZIPS

o MQTSVXERX XS QSRMXSV KVS[XL TEVEBRHVW LIMK
TYFIVXEP HIZIPSTQIRX XS MHIRXMJ] EERRHLSVQSREF
(V] TVSZMHI ETTVSTVMEXI| VITPEGIQIRX XAMWBEEP MJ RII}
XIVEXMSRW GER EPWS VIWYPX JVSGHYERRGYMVMXMSF
b é WXEKIW [LIR VIWTMVEXSV] GSQTPMGERXMEBRBW VIUYN
MRXEOI -R EHHMXMSR XLIVI QE] FI IBN TBeRHMWTSW M
00 SFIWMX] JEGMPMXEXI| F] VIHYGIH QSZI@IRX ERH TSX

XS E [LIIPGLEMV 3FIWMX] WLSYPH FI EBEHHVIWWIH XI
HMIX XEOMRK MRXS EGGSYRX XLI WIZWNKH Y ¥ PHF IZNIR IS G E PJIWNWIGE M REA
SJ [IMKLX KEMR ERH PSWW SJ EQEN FEXN X RV FERED | RAN YQHWRKS RY XV M
YPEVP] GEPGMYQ ERH ZMXEQMR (
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8LI STXMQMAEXMSR SJ QYPXMHMWGMTRREGEYHMRKRXUGEF VWERIE& EQVIIR GE
ratory function, nutritional and gastrointestinal aspect s, physical therapy, and psychological support, has

PIH SZIV XLI TEWX JIEVW XS ER MRGYXILEWMI(HERMJ& 1(T IERX MRANVEBRIF S Z I\
HMSVIWTMVEXSV] [IPP FIMRK VWHMYE®RIH XISYWI MXEPNMERMSFEERX MBMYISZI1QI

*SV 1JIJIGXMZI RIYVS QSXSV VIUMKMPIMXBXMBSRVIEXQMRXMHMWGMTE@MREV]
XLVSYKL VILEFMPMXEXMZI ERH EEAMAMGEXMXLDQVBERXQVBXW TLIWMGEP I\IV
XLIMV QYWGPI ERH GEVHMEG GPMR MIGM R GFPSYRH MEXRMISR SPISKIMB QY WLB PP F
GEVHMSPSKMWX TYPQSRSPSKMWEXMWLX WBWEX WMIMAXKI ZT HMMGE W XLGWI EP M
TMWX WTIIGL XLIVETMWX ERH SV XULSJIWWIGSWEIFGAM ENMMRVM RELVEIRT FEW

TMGXYVI TVIWIRXIH F] XLI TEXMIRX
—

TIMING AND GOALS

I1YPXMHMWGMTPMREV] IZEPYEXMSR WIQSSRPH . WI SVVQASVRQINIEZYVRXP] MJ XI
PSWX XLI EFMPMX] XS [EPO SV LEW GEVHMSQ]STEXL]

8LI KSEPW SJ VILEFMPMXEXMSR MR &1( EVI

Preserving autonomy Delay the evolution of Preventing complications
symptoms

LI VILEFMPMXEXMZ|I MRXIVZIRXMSR XLIVIJSVI GER FI

Preventive Curative Compensatory

INTERVENTIONS

JMIVGMWI MW HIY%RIH EW TPERRIH ERHMNXVYB&XXMEHHI VWMBEWP-EGMNMILIZ >
TVSZMRK SV QEMRXEMRMRK KSSH TLQWRKGH X ZEOR I WWG MY MME W PAR RH S:&YW
QYWGPI MRGVIEWMRK WXVIRKXL ERH PRIHFIVERXKIIH S E24 W RVGXS RVXL\ES P P | H
LEZI GSYRXIVTVSHYGXMZI IJJIGXW SR HIWXVSTLMG QYWGPI

3R XLI SXLIV LERH MX LEW FIIR WERMR XLEISFAMI @RWIRPVMHUVGMWI MQT
GEP [IPP FIMRK SJ TEXMIRXW [MXXL& MR BRH @YW WGE& EIVWBEW IRMXLSYX MRH®
EKI RS GLERKIW MR '/ PIZIPW SV QYWGPERMSSVLGEESKMER® AEQHEWIMI I L
TIVWMWX SZIV XMQI ERH EVI EWWSGMEXMR [MXEP kIR ESRZHVEW PG M YISM

Www.parentpr
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Reduction in motor activit Changes in metabolism

Increased muscle weakness _ Muscle atrophy

'43PA(U ab Ua(a(@3a RxUla( 0x( @Y 0&UxU(

-X MW EPWS ORS[R XLEX HMWYWI EXXISTTKX]S REGBFSWUI R\GY GNIWI G IVE-RM G EP
MRK GEYWIW E VIHYGXMSR MR QYWGPI QEWW BRMWGBRWBWRXP] MR |
-R &1( EW MR SXLIV QYWGYPEVEBRWWWSGERIWIEHK XWGPIHIRXEV] P
IRXEV] PMJIWX]PI MRHYGIW E VIHYGXMSW® MR QVAEGBIP KR ®W\QW TEXKHR&E ME

[[IMKLX KEMR [LMGL JYVXLIV VIHYGIW XQ@QSXISIVQEGX3PAMEE RE RHR WHXEWXIIR 1\
QYWGPI [IEORIWW

e 8LI VIWTSRWI XS NVGMWI MW WTIGMYXGT IVEBEXINHG M® IX [I8 RDEIRX\SWXN H
JVIUYIRG] ERH XLI TEXMIRX W GPMRMGEP GSRHMXMSR

e %IVSFMG INIVGMWI MW [IPP XSPTERXIRXWBPIP MIMRISZIBMRH IRHYNWERG I
PEWXMRK 6IGSQQIRHIH EIVSFMG EGXMZMERM]W[EXIVWGXQNDIMRKM IBAR F

e JNIVGMWIW GSRHYGXIH [MXL XLIWMHRSJIIVEWOKMESHRWMGIXIVREP QSZEF|
GER FI YWIJYP MR TEXMIRXW [MXL WIZIVI QSXSV MQTEMVQIRX

* %PP EGXMZMXMIW WLSYPH FI QSRMXSVIWHMF Gl HTUMRV NRGEWPS QLY W BT NP & ¥

38
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lIEMRXEMRMRK KSSH NSMR QSXMSR ERMNSWIRDQMNX
YXIW XS TVIWIVZMRK KSSH JYRGXKAMSREPS XD ER
XVEGXYVIW *SV TVIZIRXMRK QYWGPI| KIRRHZB )\
e Perform daily muscle stretching, including self-management, following
INIVGMWI IHYGEXMSR F] ER INTIVMIRGIH TL]W
e OWI| SVXLSWIW FVEGIW ERH SXLIV EWPHEWXS-V
XMIRXW WYGL EW PIK JSSX RFWEWGIX\G LSRR Mt
SV QSXSVMAIH WXEXMG HIZMGIW XS QMMRK)}
XMSRW HS RSX GSQTVSQMWI TSWXYVI XSPI\/"

IMRMQMA"MRK XLI VMWO SJ JEPPW MW GSAYASTMPLS
JSV EQFYPEXSV] ERH RSR EQF YircEO&Vi{isTreckil-| R XW EPMOI
mended to:

-» VIQSZI GEVTIXW [MVIW ERH YRIZIR WYVJEGIW EX LSQI

- IZEPYEXI XLI WPMTTIVMRIWW SJ WYTTSVX WYVJEGIW
- TPEGI RSR WPMT QEXW MR XLI WLS[IV ERH FEXLXYF TPEGI KVI
-» -RWXEPP KVEF FEVW ERH LERHVEMPW [LIVI XLIVI EVI WXEMVW

For the wheelchair bound patient, it is critical to:

- IHYGEXI TEXMIRX ERH JEQMP] QIQFIVW SR XLI WEJI YWI SJ [LI
- VEMWI E[EVIRIWW SJ XLI VMWO SJ [LIIPGLEMV JEPPW FSXL EX
-» MRWXVYGX JEQMP] QIQFIVW SR TSWMXMSRWMRK GLERKIW YWI

-X MW EHZMWEFPI XS GSRWMHIV ZEVMBSEWXEMWHRWQOMRI| @ HROE RBEM IXQN | |
HITIRHIRGI | K FEXLVSSQ LERHPIWSVVEQIFRWVPEXSMP ITXE WMERXYWW [P 1C
[LITPGLEMYV JSV TEXMIRXW [MXL WMKRMIHM GTEERVXX I & W G X M ISFRO RIIRV WI |
EGXMZMXMIW QERYEP SV IPIGXVSRMGVWIIPGLEMVY SV QSXSVMAIH W
-X MW YWIJYP XS EHETX XLI FIH ERHEQEXKXWVW XT E¢XMTGWSEWW ] H
JYRGXMSR XS TVIZIRX TVIWWYMR MIRRNR N MIXV TESRMHM XBMGSMRP G XEERK |W H
RMKLX EHNYWXEFPI FIHW

It is recommended the use of manual and electrical standing systems to main tain an upright

TSWMXMSR SVXLSWXEWMW MR MRHIQXWHKYHHWE ONRXW \@ S HIVEW X MW RZM
XLI PS[IV PMQFW GSQFMRIH [MXL GSRXVBEGXY W R HRKSYSHHV R & PE ¥ ERRYGH >
TMQTPI HIZMGIW EVI EZEMPEFPI XS YBG&MPM XENXIEZIBPPEY XS\RES @] GAW
YXIRWMPW ERH EHETXIH WXVE[W -R VIGIRKZ]IEMW OQEHAERAEIMPX |G L
EFPI WYGL EW VSFSXMG FPYIXSSXYLWRWMMIR QZBKER GISSRSKFSM XMSR WIW
4' TLSRIW MRXIVGSQW ERH HSSV STIRMRK GPSWMRK [MXLMR XLI 1
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Pain management

-HIRXMJ]MRK XLI GEYWI SJ TEMR MWXWWIRXMSER JSERE TEWSRIW |
EXXVMFYXI XS MRGSVVIGX TSWXY\GIE DB BEQYNIMRYRFEWPE XGINE
[MXL WMKRMJMGERX PYQFEV L]TIVPSSFH BW MR/ TENKR QF] X BZRIM K $
TSWXYVI SV [EPOMRK QE] MRGVIEWISXL I 7VIMWR O TSEIMR | B ER XEEPAY ¢
JVSQ MRGSVVIGX [LIIPGLEMV TSWXY\3SSQQWRZMR 8®WKKSX BSMB WMIW C
YWIVW [MXLSYX VILEFMPMXEXMSRVXW EXTQXB® E XRGX KMVE XGEI R X Q
RSR WXIVSMHEP ERXM MRJPEQQE XSV EMWIYWK W W XT %S WHW S Z W R |
TLIWMGMER 8LI YWI SJ STMSMH EREPKIW MGW QN LGSE'PHMBIRE T TV S
'SVVIGXMSR SJ TSWXYVI ERH XLI YWIISIWEBITRXMEPMEKY XSW XSLIS WH
EKIQIRX

1]JEPKME ERH GVEQTW EVI GSQQSR MR & IQE WM E IGIERL FV EXTV]| EXY M
WXVIXGLMRK ERH QMRIVEP WYTTPIQIRXW

GENERALGUIDELINES A5E DON CLINICALSITUATION
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RESPIRATORY1% 2 %+)1)28

THE ONSETOF RESPIRATORYINSUFFICIENCY

2IYVSQYWGYPEV HMWIEWIW MRGPYHWMERIKE & X (V IGMETRM WEBWKSRM JIWERESRMUWPY R
ZSPZIQIRX SJ XL'veMito®pinipIH [LMGL MRGPYHIW XLI VIWTMVEXSV] QYW
XVERWTSVXMRK EXQSWTLIVMG EMV XS XM BPYRRAKMWPHEMKXEW IN\GLERKI

-R &1( XLI MRZSPzd@dhRaym3nusd{de| ER OI] TEVX SJ XLI ZIRXMPEXSV]

VIHYGXMSR MR PYRK ZIRXMPEXMSRWTSSIRXVMEPBIWITENHBEREVIS-RXWEY $IM
EGXIVMAIH F] VIHYGIH S\]JKIREXMSR ERNMHNIXIRXMSBR Y SKEMWINRMIBR XS
&1( KIRIVEPP] JSPPS[W X[S TEXXIVRWYV®BMG JVRUHYRPEXP ]S RWXI M WHGM Z | |
TVSKVIWWMZI KPSFEP L]TSZIRXMPERWSRJMIGNIRMGEG 66WTMYEXISNV]MX M
QSR XS IRGSYRXIV EGYXI SRWIX 6- %WARKI 6l 0BTMVEMEVY] GRR SIEGIGY |
TIVMSHW SJ VIPEXMZI VIWTMVEXSVBLUMW MW RKTMGEPE\ WONIKKKIVIH F]
MRIJIGXMSR PIEHMRK XS FVSRGLMEP IWIIGMBKIS 8 SGYKR KQWXIMEFRRM WYl X S

Lung Anatomy and Functions

Inhalation Exhalation

4VSKVIWWMZI '6- MR &1( MW JYRHEQIRWBEBPP][IHEXORA® W RMIEM WERXS VX SQE
MX] XS KIRIVEXI RSVQEP PIZIPW SJ TRMIWYNEIXBEIBHR EMMWXM EHRPPY MRIKMMW N
[TEORIWW EJJIGXW PYRK ZSPYQIW CHEYXNSMRHK IE:G MXXXIVEXXGER AHREWWIWYV
VSQIXV] )ZIRXYEPP] MX PIEHW XS BRZIMMA Q- ZIMMIX]BSIVIXIRKMBXMSR MW G
XS XLI HIKVII SJ VIWTMVEXSV] QYWGPI [IEORIWW
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'LERKIW MR WPIIT VIWTMVEXMSR TPENIKRSM Q6T S VR ER K PWXIR MR MEZ M
WPIIT MRHYGIH ZEVMEXMSRW MR KEW]IFGGERKIQBWI TY¥ISRSY REYK MIE
TEXMIRXW [MXL VIWTMVEXSV] QYWGIPIR [ X0 RH WET L VEWKXQMG W P& WK]R M
P] MRZSPZIH &1( TEXMIRXW QE] I\TIVMN MG I REVGROVENRE R RKR W]E &M W J
HE]XMQI ZIRXMPEXMSR 3ZIV XMQIR RS/GKMWRBRVIWT B EZ1Q XWMP BWXEF P |
HE]XMQI '3 VIXIRXMSR 8LI GSI\MWIXTREBTRIE SWWMNV 3 QXMZNI%NPGLEV
EGXIVMAIH F] EMV[E] SFWXVYGXMSR EDEGRIVRWG OJPALZIPTHEV RX DEIP E
PEV]RKIEP QYWGPIW GER I\EGIVFEX$PPAMTWWVRXS&Y( ISGMERKWTMVTIG
PMOIP] [LIR W]QTXSQW PMOI WRSVMRK ERH IN\GIWW [IMKLX EVI TVIWI

8LI MRXIKVMX] SJ XLI GSYKL QIGLERMWIQ%WW GWWGINRKP EMRIWLM@RX
MRJIGXMSR E GSQTVSQMWIH GSYKL QI&MEBERMSWIQFFIERIGM MEPEW GGN\Q X
[LMGL MQTEMV KEW I\GLERKIW ERH VIHEGMWX]PYIRKY B¥X K RXKE KIR SIR] TR
ERH HIGVIEWIH S\]KIR EZEMPEFMP MME X & KYWIWY3W %IBX LMR BRIXIRR G P
HIZIPSTQIRX SJ GSRKIWXMZI LIEVX JEMPYWNIQMXL VIWYPXERX TYPQS

ASSESSMENDF RESPIRATORYFUNCTION

R &1( VIWTMVEXSV] MQTEMVQIRX EJHNESXIWTERR]REFASYEKRH XIVIGWR Z 1V
ZEVMEFPI 8LI JVIUYIRG] SJ GPMRMEEX ERIHEWW BMKWMGREP MITIRHW SF
SI HMWIEWI TVSKVIWWMSR MR XLI MRSKWZWMWYESR TEX KM ERRSNERVBY|[
IZEPYEXMSRW QE] FI VIEWSREFPI

Clinical data

SI HM¥%GYPX SV PEFSVIH FVIEWISWQRXM @MW SSINKXR SETFRWER X
MRK MR E WYTMRI TSWMXMSR MW TMMXXINRKK R ISGVW WS
7]1QTXSQW PMOI RMKLXXMQI E[EOIRMRRWT MRRM WIWK Q ER H
LIEHEGLI GER VI%IGX WPIIT VIPEXNMSRWW T[M\XE XENR SEVRXEN S B

-RWXVYQIRXEP HEXE

Measurement of Respiratory muscle

6IWTMVEXSV] QYWGPIW WXVIRKXL GER1IENMBERPY BRWH MY EXIEW Y A\M R/K/
1-4 ERH 1E\MQEP )\TMVEXSV] 4VIWWYRK E)% MXTRLIHOQAWXL YWINVW
XVERWHYGIV HYVMRK QE\MQ E Rreeniom yeWetalysoddursIvhsivtikeWwlIP' 3

ZEPYl MW PIWW XLER TIVGIRX SJ XVYI XVIHVMBEWKEKMER YMRLIS4ZERH
HSIW RSX TVIGMWIP] TVIHMGX XLI WIZIVMX] SJ 6-

ITEWYVIQIRX SJ OYRK ZSPYQIW

OYRK ZSPYQIW EVI EWWIWWIH YWMRK WV MY ISQ VAW MW
WYVIQIRX SJ *SVGIH :MXEP '"ETEGMX] MV XILHEXXSERP
IWLEPIH EJXIV QE\MQEP MRLEPEXMSRIW7WRWGIRM R W HM(

DMEIRGIT T

RM¥“ZGERXP] F] EX PIEWX FIJSVI E ®BNWR MW GNMERIXQ RS XSG
YWIJYP JSV XLI IEVP] HMEKRSWMW SJ-RWWXKTEN ERQSW] M % G N
TEVEQIXIVW WYGL EW 1-4 ERH 1)4 QIEW W IKJFRXMWX G—IRR&\Z.KZ)K M

MW E TVSKVIWWMZI VIHYGXMSRKRR“ZGERX IGIGVHEM IEMRM -4 ERH 1)4
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WWWIWWQIRX SJ GSYKL I%4GEG]

'SYKL 1JJIGXMZIRIWW GER FI WMQTP] IZERNMEX !B Y LQIEWYEMB K

@ *PS[ 4')* EPWS ORS[R TIEO GSYKRXWSKLI4QE\WITYQWINTM V|

%S| KIRIVEXIH HYVMRK E GSYKL ERH TRVSERMHUIWERMP?MX MK.

C d XLI EMV[E] % QMRMQYQ ZEPYI FIX[IIR W EJRHGXMZIQBIRY EPR

U\\\ FIPS[ XLMW PIZIP GSYKL EWWMWXERGLDEMBYRMRK I )E\HYMF

AN W]J]RGLVSRSYW XLSVEGMG ERH EFHSQMWREWPRG § Q[ DIV MSR W
QERIYZIVW MRGVIEWI GSYKL I1JJIGXMZIRIWW

Blood gas analyses

Jo

Nocturnal cardio-respiratory monitoring

1IEWYVMRK XLI TEVXMEP TV IABRHG BV FS\RKH R SYMIRI EAEXBVMEP FP
MW XLI QSWX MQTSVXERX TEVEQIXIV J%\GEGWI RN M R KM KME WV W GR
HMEKRSWMRK 6- %R EFRSVAEP MGV KEW RMWMGEBIW ERZISPEV
XMSR [LMGL MW XLI %REP 1JJIGX SJ TVSK&MXWMZI PSWW SJ ZIR

[6(-«,-)6 LMW MRZIWXMKEXMSR MW VIGSQQIRMIAEMRHEIPIH SZH R/XW P[E K\
A A® WYWTIGXIH FEWIH SR GPMRMGEP HEXEIRXMPMERK BNV K 31 RI\WME KR

Q,1::00, zz XLEX MW WXMPP RSX ETTEVIRX RMYINWRXXW[ EG | RNWAFLIXV V8 LH YW XQ
WMQYPXERISYW VIGSVHMRK ERH QSRMERSVAEWHRRK KXYV W R IS WERI
EMVJPS[ WITEVEX|I XLSVEGMG ERH EFHSQMREP QSZIQIRXW

TREATMENTOF RESPIRATORYCOMPLICATIONS

OSRK XIVQ ZIRXMPEXSV] WYTTSVX

8S HIPE] ERH GSYRXIVEGX GLVSRMG VIWTHMVEKXBV] MBWISEM | R'GMZ8 L]T
&1( TEXMIRXW GER FI MRMXMEXIH SR-2SR%-RIE WBRM G EPX B FREMWPERX SV E
XMIRX W ZIRXMPEXMSR F] HIPMZIVMER EM\S Y SREQEW XQEAMBIKE\E REWY XLTM
RIIH JSV E XVEGLISWXSQ] 8LMW XVIEXQIRX MWIEEPPMHYPEBRK RIMWIQLE X \

8LI MRHMGEXMSR JSV 2-: MR WXEFPI TEXMIRKIEMSERW.ZRIH F] X
- Daytime hypercapnia (PaCO A 50 mm Hg);

- Nocturnal hypercapnia (PaCO A 45 mm Hg) associated with symptoms attributable to hy
poventilation (asthenia, dyspnea, morning headache);
FVC < 50% predicted, in rapidly progressive disease.

2-: PIEHW XS WIZIVEP JEZSVEFPI 1JJIGMXWSY¥ MQZ\VEFH XIQWISEEWNMP] KE
HYVMRK [EOIJYPRIWW XIRHW XS RSVOBRWTIMVEMGEOJP S THPLM GVEVKWIG RBW
LSWTMXEPMAEXMSR HIGVIEWI G AWIXTRIEQM®RMRHY\GHY E]JH3 MQTVSZM
LIEPXL WXEXYW ERH WSGMEP MRXIKVEXEMI® ERH H PMJI INTIG

Www.parentpr




RESPIRATORYIANAGEMENT

'SYKL EWWMWXERGI

l1ERYEP ERH SV QIGLERMGEP GSYKL EWWMWR®ERGI QERGYMY¥Y WR-1GEER SIR
MR K 1ERYEP GSYKL EWWMWXERGI TVMREVHEPHSREMRIEHP SRS XT\SINEW M
RIYZIVW VIUYMVIW TEXMIRX GSSTIVEKIK$IRR KI$HT EXSMNRKM FEERXM SR |
KMzZIV ERH WMKRM¥Y“WGERX TLIWMGEP 1JXSVXLIVBQHXISVGHVIKMIRX MWN

'PMRMGEP WXYHMIW HSGYQIRX XLI KNMMRMRK JOUYBRERERMIWMW TSV MRSIP E X
F] GSQTVIWWMRK ER %QFY FEK XLEX TLY WERANY EMG IMNMRKHLS EXNLW R WKEWR &
XS QERYEP EWWMWXERGI| EPSRVMPUPHEMMEBRMEWPORBYRKIIJITIPT MQT'
GETEGMX] VIHYGMRK XLI VMWO SJ VIWTMVEXSV] GSQTPMGEXMSRW
;LIR QERYEP EWWMWXERGI MW MREHNXMZAXMWERIIJ.
GLERMGEP EWWMWXERGI 8LMW GER FI MQERITVBXMH Y W
HIITT MRWYJJPEXMSRW JSVGIH EMMHMRRBOH MERXIP X
F] IUYEPP] HIIT IW\WWYJJPEXMSRW INTMVBRESWLIMRRS]
strong enough to push secretions toward the airways, thus facilitatin g

XLIMV I\TYPWMSR SV WYGXMSR 8 IXIMNE IR WIMJI WPV X WS
ERH XLI HIPMZIV] XMQIW EVI MRHITIRENXMSR ERN YW
\YJIJPEXMSR TVIWWYVIW VERKMRKAFdrX §eh&ally ERH
1JJIGXMZI ERH XSPIVEXIH F] QSWX TVBEXIQER XGVSQHHH
JVSQ XLI ETTPMGEXMSR SJ WIRGLVSRERW IB\ANWSQM
JPEXMSR

1IGLERMGEP MRWYJJPEXMSR I\LEPEXMER GERB RFEWHP MZEWIB XQASNSXLTM
SWXSQ] GERRYPE 4LEWI G]GPMRK RWBRWMKWEXS VY SQER RFN TNVR/NE X IM 5 )
EYXSQEXMGEPP] MR XLI JSVQIVIIREWUI GBEXMHWKR EEWIRMAX| HBHRH HIZM

A special mention is warranted for the administration of oxygen therap y to correct

hypoxemia associated with bronchial secretion buildup due to ineffe ctive coughing:

this procedure can be dangerous and lead to misinterpretation of the pa tient's clini -

cal progression. Oxygen therapy corrects blood oxygen level without a ddressing the
cause of hypoxemia, namely secretions retention. This can result in un noticed, "masked" progres-
sion towards more severe complications (atelectasis, lung collaps e, pneumonia).

8LI YWI SJ QYGSP]IXMGW GER MRGVIEWI XYW SV R 3 EBARINY 15Y

the administration of these drugs can lead to choking crisis. Theref ore, they should be used as part
SJ E TVSKVEQ XLEX EPWS MRGPYHIW YIWSRGLEHEP: GEPRPY ERIFIS
tion, characterized by an immediate, short and better controllable e ffect, should be preferred, while
oral administration, due to its prolonged and delayed effect, should g enerally be avoided.

46
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"% 6 (- WANAGEMENT

'EVHMEG MQTEMVQIRX MW XLI QEMR GBMMXW IMRI QER]FRIM 2D E RIS YOPEWX BR
[MHI LIXIVSKIRIMX] EQSRK ZEVMSYW RIXVISRMOKBXPEY RMWWANEIRMRHERHK S
QIGLERMWQW PIEHMRK XS GEVHMEG TEXLSIRXKE GE®ITRH MWEXIREPPVMRK E R H

&1( TEXMIRXW LEZI E GLERGI SJ HIZQPBX WRKEVEVPHMEGS VM REZIWPEZRPI MQT
role of dystrophin in cardiac muscle, as in skeletal muscle, is to protect the muscle from the contraction-
MRHYGIH HEQEKI 6IHYGIH SV EFRSVQEYGHW X WVIKRHYWER HP EEHWH KB GI\G | P
VIPIEWI SJ LIEVX WTIGM%Y“G TVSXIMRWVKBMBETSRMRW MRXS XLI FPSSHW

4EXMIRX [MXL &1( IWTIGMEPP] XLSWI ZMXLIQIWRIG XB¥QRBPHGS RS ALNEQ M
MR (1( TEXMIRXW ERH EVI EFPI XS TIVIWVSMS RW K RIMWMG EBSRER @GYEW B/P IGIE V T
[LMGL QMKLX FI HIXVMQIRXEP

-R GEVHMEG QYWGPI EW MR WOIPIXRHIYX® @GR P PGHNEEKM E &6 LG WPIRWY FSEMRR K
VITPEGIQIRX KIRIVEXIW WGEV XMWWY IVXLPX]FVYKMRMG ERHMWMY B YXRW TNES K
MRRIV PE]JIV IRHSGEVHMYQ 1]SGERRMER SFXEWMEVRXHEBRPXP XWW SJ |
TVSKVIWWMSR XS HMPEXIH GEVHMSQ]STEXL]

SBGGEWMSREPP] EPXLSYKL QYGL QSVI VEMHRL] L[HW RKMETEMEBIGENHH M S Q

*IQEPI GEVVMIVW EVI EX VMWO SJ HRAPSVNXIRIE G¥NVNAHENPERGNM BBISP ZYQRIH IV
SZIV JIEVW

(CARDIAC FUNCTION EVALUATION

8LI KSEP SJ TVSTIV GEVHMSPSKMGEP RY¥REKCEWRXKMMEW KE HEKIGEVERH 8
E FEWIPMRI IZEPYEXMSR XS FI TIVISVRLH &ERRHEPRR SWMWMEWXBMRK |[ZV 8 ]
MR JIQEPI GEVVMIVW [MXL MRGVIEWIHPWRWGIRIGTMGTARWIMRK SR XLI G
% FEWIPMRI GEVHMEG IZEPYEXMSR W IGSPYYPHM RIRGP EHRIHFRBSHS R MARX W |
IPIGXVSGEVHMSKVEQ )'+ LSYV ,SPMHEMGH | EIRFG EVAIWESRKWEIQS &P S S
HIXIGX GEVHMEG HEQEKI XLVSYKL ERGMRMGL/SERWH MR XS/RBM % & WIRIWS Z[ILVM X
QIEWYVMRK SXLIV TVSXIMRW REXVMEWIXWMRGXTLITEHW IVE I XAURXWMGYWPEV TVI)
ERH XLYW GEVHMSQ]STEXL]

% FEWIPMRI )'+ GER WLS[ WMKRW SWYGFEWHWMMGEPEXUWHWR BEWIE ,SPXIV
HIXIGX EVVL]XLQMEW IZIR FIJSVI XLI TGBPHENV SIRWAIXERWEXESMEGRES IGLS
MW ER I\EQ XLEX IZEPYEXIW XLI WMA I VERMGEREXSQNAEPVELERHGWW I
EWWIWWMRK MXW JYRGXMSR (YVMRKTEREIGIXS &WVEHWISK\EPQY E R MP XML F
LIEVX GLEQFIVW WLETI XLMGORIMW IWEPZXRPEVIBWWXX YEXYVI QSVTGWVEPSKMG
INIGXMSR JVEGXMSR EQSYRX SJ FPSSHIXLEZIRXVMGPY QQMXLIVE®L XRIIE
Q]SGEVHMEP GSRXVEGXMPMX] MRHPXIVERAHMBR EMRXEPMBIRXRMEMB R/ V
ERH XLYW MXW EFMPMX] XS FI JMPPIH [MXL FPSSH

'"EVHMEG 16- MW E XLMVH PIZIP IN\EQ XWBEX XQI$VIVELGNGSYWWR]PQIRWWSWIH
ERH LEW WMKRMJIMGERX HMEKRSWXMBKWQRSNGEXNHAIMEX] XEB W WSYLIE KE & 3
MHIRXMIMGEXMSR 8LI IN\EQ MRZSPZIW X8SIMHNR$NMJIJH €8 REW BW X MRV W
EHZERGIH XIGLRMUYIW EPPS[W ER IZBWPGEXMBRSPIZIGQVP{ GEVHMEG QY
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NON- PHARMACOLOGICALTHERAPY

| MPLANTABLECARDIOVERTEREFIBRILLATORSCD: the ICD is a small electronic
device that constantly records all heartbeats and interve nes when it detects a serious
arrhythmia. ICD implantation should be considered in case of high arrh ythmic risk and
severe reduction of ejection fraction (ejection fraction <35% and prese nce of ventricular
tachycardia) to prevent sudden cardiac death.

VENTRICULARASSIST DEVICE VAD: this is a mechanical pump that is implanted

in the chest to help the heart pump enough blood. In refracto ry heart failure, when the
heart cannot pump an adequate amount of blood, the VAD is considered a possible
therapeutic strategy, always considering potential complications during anesthesia,
TSWWMFPI HM¥%»GYPXMIW MR [IERMRK BRI GG MIQREZEMG/EZA

immunosuppression. It can be used as a bridge solution while for cardi ac transplantation.

HEART TRANSPLANTATION heart transplantation is a therapeutic option for BMD

whose medical therapy can no longer maintain adequate cardiac fun ction.

Therefore, in all BMD patients, it is important to perform periodic cardia c function checks
over time to monitor the progress of cardiomyopathy and the response to the rapy.

. B
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TABLE 2. CARDIAC MANAGEMENTIN BMD PATIENTS

Level | screening
GEVHMSPSKMGEP I\EQMREXMSR )'+

Level Il screening
JGLSGEVHMSKVEQ LSYV ,SPXIV )'+STCSHERWHM EZB AIWSQ&E2X/0 I VGNE VW S TY
XITW X

Prevention of cardiomyopathy evolution of
%"') -
- eplerenone

Treatment of heart failure and arrhythmias
&IXE FPSGOIVW
-ZEFVEHMRI

-other antiarrhythmic drugs

-diuretics

Advanced therapies of heart failure and arrhythmias
WEGYFVMX]P ZEPWEVXER
- (
-VAD
'EVHMEG XVERWTPERXEXMSR

'"EVHMSTYPQSREV] XIWXMRK EPPS[WSWENG&GYPEM ZEREPYWEXSS8)] ERWHHQIXEFSPMG VIWTS
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e
ANESTHESIA AND SEDATION(96-2+ 796+)6=

If a patient with BMD needs to undergo surgery under anesthesia or sedation, the following issues
WLSYPH FI GSRWMHIVIH Tablée8 YQQEVM~IH MR

R 4exmirxw [MXL &1( JVIUYIRXP] LEZ| [HMBEXQHE |CTESWHIMES § MBW @ XL] LIEV X J
ERIWXLIWME ERH XLI TSWXSTIVBEXMZoFi$VsNbSIH be&hidtldS FIIISVI XLI TEXMIR X
YRHIVKSIW ERIWXLIWME SV WIHEXMSRH BRWMS IF$ TEVHIWSKVE @ R\PLSNWP M X L
VIGIRXP] [MXLMR WM\ QSRXLW FIJSWR XLI WYMKIWX] SUT KRH NBEK IBMSQ]STE:
XLl HIKVII SJ GEVHMEG MQTEMV QIR X RV WREXSWSFE R X NFHEGE YA I ERMWXM | W M
MR XLI X]TlI SJ ERIWXLIWME XS YWI FYREEPWS QBRMXISYXMRISXEIQORAPIQIR
EJXIV WYVKIV]

R AEXMIRXW [MXL &BEX QMWEBW FSWIXSTIVEXMZI VTNérefur®y, EX8-V] GSQT
monologist should be consulted FIJSVI TIVISVQMRK ER] WYVKMGEP TNMBCGUIMYNE BRHI
W I HE XAveSRratively WTMVSQIXV] [MPP FI GSRHYGXIH XSTEIGEWXNI XLI ERH KH
IJJIGXMZIRIWW SJ XLI GSYKL [MPP FI BWBDIWBWYHK LIF 2GIEWNEOMIREKMME XSV ] 'S
T 4')* BLIWI XIWXW WLSYPH RSX FI VIHSRAIHWIGURXP]] [EXLMRRVM\ QSR
WYVKIV] -R XLI *:" MW PIWW XLER VEMRMRKYMRVBXINWEBYI2XR -RZEW
2-: WLSYPH FI GSRHYGXIH FIJSVI XLI WYMKEVFI-RTXPIMMHGEWIWA-MEXIP] T
XMZI XS VIHYGI XLI VMWO SJ VIWTMVEDPESV GG SRIT PASG MX\W B RWV XILERI P QMI
MR GSYKL EWWMWXERGI| XIGLRMUYIW [NP®RYBAW\S] F8 TIIW D SY®URMUNW QE] FI R
EX XLI IRH SJ KIRIVEP ERIWXLIWME XS JEEAMEMXEIMIVUAXMBSERESNEXMSR SJ F!

R -J KIRIVEP ERIWXLIWME MW VIUY MYV IPhU&dhods X Mlids XW[IVBXYLP B-1K1 BER
QMRMWXIVIH JSV FSXL MRHYGXMSR ER I IQ EQRXXRERGO SR PHRIW X IHWN K J ¢
ERH QEMRXIRERGI MR &1( TEXMIRXWRMWE R WS X BIDSHRG de nWddSiveXthEiGsX

WYGL EW WIZSY%YVERI d8®RH b sWdkYavadsziRd. The use of halogenated anesthetics in
these patients poses a high risk of rhabdomyolysis, a life- threatening ¢ omplication characterized by
QEWWMZI QYWGPI Y%FIVW HEQEKI PIEWIGBRK TN\ES XLM WP BRI M3 RQAW Q]SKF
tassium) into the bloodstream. Myoglobin is dangerous for the kidne ys as it can cause renal failure, and
potassium is dangerous for the heart as it can cause life-threatening ar rhythmias.

® ®
@ 2

R -J MX MW RIGIWWEV] XS GSQTPIXIPRKKIRBIQ/ BFY \E B IPV XELG WNMZEM XY XH YW MJ
WYVKMGEP TVSGIHYVI ?WYGL EW PETEESWSRE B KRHEWBSODMEBBHPEQHEZM X
WQEPP MRGMWMSRW SJ XLI EFHSQMREAWRKE KRWEF$\E PERT EVSK IQY EIGLI
succinylcholine E QYWGPI \shBuENERXbeused. 7YGGMR]PGLSPMRI GER EPWS EYWI
-R XLIWI GEWIW RSR HITSPEVM"MRKQEWGEPVW IER\ERXY WFEWWW VSGYV
YWIH -X MW EPWS MQTSVXERX JSV KEK BERIWILIGM SP FKIWRWKI KSRE KN M R
XMIRXW [MXL HIWXVSTLMRSTE X HVP\E WXXVE \P)S RISIWI XNLER[MRERIEPRX]XTLHXMIR
end of anesthesia, the action of the curars should

R In BMD patients opioids, such as morphine,should also be used with caution both during anesthesia
and in the postoperative period. 8LIWI HVYKW GER HERKIVSYWP] WPS[ FSXL XLI VEXI
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ANESTHESIA AND SEDATION(96-2+ 796+)6=

R -J XLI TEXMIRX VIKYPEVP] XEOIW HWRREPGCE X X MGVE MHEBW | W' W E HHSNDH W
WLSYPH FI EHQMRMWXIVIH MRXVEZIRSY WRSH YWBIRKZ W YTV X MS HE RtHY MR X\
ZIRSYW HSWIW SJ LIHVSGSVXMWSRI XAl GSYRHWWRVKMGEP2WEVEWBIEER IV

at the following link: www.parentprojectmd.org/PJ

Therefore, if a patient with BMD requires a scheduled surgery that necess itates anesthesia or sedation,

the procedure should be performed in a hospital where the staff invol ved in the operation and postoper -
EXMZI GEVI EVI [IPP EGUYEMRXIH [MXL XHMMXMSKRVERG NG WE R WI S >QLY
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TaeLE 3 MANAGEMENT OF BMD PATIENTS UNDERGOING
ANESTHESIAOR SEDATION

1 '"EVHMSPSKMGEP IZEPYEXMSR TVNMBX 8WOL Y RHIGHKISEY |
evaluation [MXL E VIGIRX IGLSGEVHMSKVEQ ERH )'+ SRH QSK/IGXE
WI1ZIVI GEVHMEG MQTEMVIQIRX QSVI MRXFRRWMZI QSRMXSVM

2 Pulmonological evaluation: MX MW YWIJYP JSV XLI TEXMIRIXXALE

WM\ QSRXLW SPH QIEWYVIQIRX SJ JS\WREHHIEMXEBYKETESM X
SJ XLI TVIHMGXIH ZEREMRIH X&XNIRX-WEE
%S[ MW AFBAXWMIRXEWLSYPHYMR

MW PIWW XLER
GIHYVI -J XLI TIEO GSYKL
GSYKL EWWMWXERGI| XIGLRMUY IMV arndir 8aigK Sssiklahcd ¥S1Edudy VI
may be necessary after general anesthesia.

3

XMSREP ERIWXLIXMGW | K 71ZS%YVERI ERH HIW¥®%YVERI

4 Muscle relaxation:
RIZIV FI Ywhtdepolarizing curars
XLIWME XLI

WYGL EW VSGYVSRMYQ QE] FI YWI

5

Opioids: YWI STMSMHW [MXL GEYXMSR FSXL MRXN\WESTIVEX

6 Glucocorticoids : if the patient regularly takes glucocorticoids, consider administ ring
EHHMXMSREP MRXVEZIRSYW HSWIW SJ LIHVSGSVXMWSRI

v

GIHYVI WLSYPH FI TIVJI&¥W&itrceE] MREQEREKMRK XLI WTIGMY.
GSRHMXMSR

Kev: ECG IPIGXVSGEVHWSKGEFGIH ZMXEWYVGRBRGWIKZIEWMZI ZI

Www.parentpr

General anesthesia: SRP] MRXVEZIRSYWP] ERIWXLIXMGWWIIHK JS
FSXL MRHYGXMSR ERH QEMRXIRERGMBMER IXMALYWMEJ WKF $/H

MJ GSQTPIXI QYWGPI VIPE\EXMSRSMWRR IW L

1JIJIGX QYWX FI GSQTPIXIP] ERXWE sBg@®ROvhadex W M R K

Experienced team: JSV WGLIHYPIH WYVKIVMIW VIUYMVMRK TB/RS

XLI TEXN
IRV VBM\ C
RK MW W

IREZI E V
D oXtl e
SRV/HE KL I T
X X E MR F

TWSTSJSH
G RENXEZ S

BWEN] W
H %X XLI
VIZIVWE

MZIP] ER'

WXLIWMI
GLEPPI
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EMERGENCY MANAGEMEND02( )1)6+)2'= '%6 (

&IGOIV QYWGYPEV HIJWXVSTL] &1( TVHWIIRWKW VEX\SYISG SEVHWEBX KBS RW |
PMJI XLVIEXIRMRK WMXYEXMSRW 8LI QEREWIMRK &I (1§ W K\ Teli®4\RMTEBX NV

R Typical cardiac issues in BMD patients included dilated cardiomyopathy with impaired heart con-
XVEGXMPMX] EVVL]XLQMEW ERHRSBRXME IEMHME&GL ICASIRGIE IS PMEBHR XS X LI
TPMGEXMSRW EGYXI!| LIEVX JEMPRIYVIWOIMBGRXBW MERM BYVE G%6* SREW] GEVH
IHIQE QEPMKRERX EVVL]XLQMEW FSEKVHAWEH],GER HEMRG EFRHMLXEGGIESQTPM
WYWTIGXIH MX MW GVYGMEP XS GSRHYGRYEXMSRSWKRGBEMMIRE PEK MBI
)'+ GLIWX < VE] IGLSGEVHMSKVWEBRIZERW EW®IWIEMRSISY SXIMRWKXLEX QE
REXVMYVIXMG TITXMHI EW [IPP EWFRIYPBI[EIRRXMSRSFHIEPPS/S Y \WEW E
IZIRX SJ EGYXI LIEVX JEMPYVI MX MWNVRL EWWEWR GOSMYS\RK KFEXI® R BWMWE X | X
Xl XLIVET] MRSXVSTIW HMYVIXMGW®VHRERGHNMPEXS YWV IROG K YMRH BEGVM R | W
MX MW IWWIRXMEP XS MHIRXMJ] XLI SIEFHGWEMWLXINLRMEQSRVXLEDNTV KTV M
PSKMGEP XLIVET] SV GSRWMHIV XLI YWI SBE¥ T-EGIWHOLETX1V SV HIYFVI
-J EPP XLIVETMIW JEMP GEVHMESRWWHRWMMP EREEERBBEFEEZRXVMGYPE\
FI YWIH [LMPI E[EMXMRK JSV XVERWIMWTERVEAWPS EWVPIM'LIEWEIZMRK WXV E X
XVERWTPERX MW TSWWMFPI -R XQBREMYIIRGQ B JIEGIYWW T MH M RSXIXIERYXR KW
XS GSQFMRI RSRMRZEWMZI ZIRXMPEXMSR 2-: [MXL S\]KIR XLIVET]

@ 2

R &1( TEXMIRXW QE] HIZIPST VIWTMYV EX$FWMREY XSG F I HEYRXI IH/ FEXMEB)RL MAR K
WMKRM¥“GERX GSYKL HI4“GMIRG] [MRLFNSRWQEMER BHEFMXMSKSNHNEIRH E |
WMXMSR XS SFWXVYGXMZI WPIIT ERRAEI GEWI ISV VIWNMMGBE)EFW]] MMRJII G X N
ERIWXLIWME EGYXI| VIWTMVEXSV]JHHIEVMBYNIR®BMSRB LHEIVEIMAVEBERH GEVFS
HYT QE] HIZIPST -R XLI GEWI SJ %6* M2X:MWXW¥IK®XMENGES GSQYKMREW
YWMRK E GSYKL QEGLMRI SV QERYEP G S YKL W B3RV EWX ETRF5GM WK G P R MBUJ GIIW
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EMERGENCY MANAGEMEN% 2 ( )1)6+)2'= '%6(

ER IZEPYEXMSR SJ FPSSH S\]JKIREXMSRLVBNKAEEF¥RR/VMEB\MHI SRHH ZHP WEW E
TIVISVQIH -J E VIWTMVEXSV] MRJIG WV SRMMQWXW] WWIG X | HMERRM SSLQ E WK
ERXMFMSXMG XLIVET] WLSYPH BU WYBENKMGBEEVR]VKRRGEWW VI URIMAXM R MYEV |
MX MW GVYGMEP XS JSPPS[ ERIWXLIWME VIGSQQIRHEXMSRW WII 'LETXIV

R -X MW GSQQSR INTIVMIRGI XS JMRH XLEKRIREGK RGY JTIM &/MIRM EQRRVS BRI H
INTIVMIRGI MR XVIEXMRK TEXMIRXW IW XEW XM8Q YEWGEG YEKYV HNMWIEWIW 8LI
QSVI TVSRSYRGIH [LIR GSRWMHIVMRK XLIVRERXMMR $QI¥ K(REX MERWKIWE GLS XX
INTIVMIRGI ERH ORS[PIHKI VIUYMVIH XS ERIXWYEXIP] XVIEX XLIWI TEXM
6IGIRX MRXIVREXMSREP VIGSQQIRHEXIWSRWWIYXPIMMRXN MR GEKRIGIX SJ ER )C
TEXMIRXW [MXL (1( 8LMW GEVH [SYPHVMRYXSZIMMWII TMEXMIEGMBERWRLERNRIRG]
concise information on the most common complications of the disease and their treatment in urgent/emergen -

G] WMXYEXMSRW ;I FIPMIZI XLEX XLIWI VI G\XQRH RHH X6 MTSERAWM IGRSKYWP HMEXRW&SL |
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TaBLE 4. IN BMD PATIENTS

&1( GER PIEH XS XLI HIZIPSTQIRX SJ GEVHMESR]|CGTIRXVEGBWOMPMIATEMVI
EVVLIXLQMEW SV GSRHYGXMSR EFRSWQEREWRXMIEBEYWSLMI GCGSRMIM KN
emergencies: cardiac arrest, acute heart failure, hypotension or acute pulmonary

IHIQE ERH L]JTS SV L]JTIVOMRIXMG EVNVNIMWLQEEE W PGS I SVEX XSV EXW

In these cases, it is essential:

* -QQIHMEXIP] TIVIJSVQ E GEVHMEG IZEPWYE]XMSRS[G/BEMHM $ K\GEQWKR &
EWWIWW FPSSH PIZIPW SJ REXVMYVIXWGHR IMWMR K ER HYRPPABIS S\ 18 Q] K4
FPSSH KEW EREP]JWMW

* -QQIHMEXIP] WXEVX ETTVSTVMEX| SEMHMISPBKW XUKE T | MT ?XILR SIX\
GSRXVEGX FIXXIV HMYVIXMGW BEWIKGREXSVW ERXM EVVL]XLQI

e -R XLI TVIWIRGI SJ EGYXI TYPQSREV] IHIQE EWWSGMEXI [[MXL 2-:

e -R GEWI SJ WIZIVI GEVHMEG GSRHYGWXN BR@GEWFRIS \EQTEEPO XME W | & SR/W NV
GEWI SJ ZIRXVMGYPEV EVVL]XLQME GSRWMHIV MQTPERXMRK E HI?Y

e -R GEWI SJ WIZIVI LIEVX JEMPYVI VIWMWKXIEVEX ] XGSRMWEWHIEG S S
MQTPERXEXMSR [LMPI E[EMXMRK E LIEVX XVERWTPERX

&1( GER WMKRM¥“GERXP] VIHYGI XL| EIEMBMEKXBEVSREKMEPRMIGS IKM S

MRGVIEWI XLI TVIHMWTSWMXMSR XS\6FWWVVYGNKEPH]EMR IGRBW|IBSIVVIW'

MRJIGXMSRW SV EJXIV ERIWXLIWME EGEXHMIWBEMVEXSV] JEMPYVI %

In case of ARF, it is essential to:

o -QQIHMEXIP] TIVJSVQ E FPSSH KEW EREP]JWMW SJ EVXIVMEP FPSSI

e 'SRWMHIV XLI YWI SJ 2-: ERH QIGLERMGEP GSYKL EWWMWXERGI

4 41VISVQ E GLIWX < VE]

e 6YPI SYX GEVHMSKIRMG TYPQSREV] IHIQE EWJXVQMRKYVER SJ ¢
IGLSGEVHMSKVEQ

4 -J E VIWTMVEXSV] MRJIGXMSR RWWYMWIGXIHFMBRRWHS EQPEMMNVS\W X E V |
WTIGXVYQ ERXMFMSXMG XLIVET] IEVP]

In the case of VIUYMVMRK YVKIRX ERIWXLIWME MX
XS JSPPS[ ERIWXLIWME VIGSQQIRHEXMSRW

The introduction of an E JSV TEXMIRXW [MXL &1( [SYPH FIIHIWMHIVE
LMW [SYPH TVSZMHI TLIWMGMERW L HRKPRMER KWMA WE XINEXRIWR XWX IM & S
information on the most common complications of the disease and their tre atments in urgency/

IQIVKIRG] WMXYEXMSRW

IIPIGXVSGEVHMSKYEMRZEWMZI| \ZAIRXMPEXNMSBRPEY EWWMWX HI.
=acute respiratory failure

Www.parentpr
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8LI PEGO SJ WTIGM¥G MRXIVREXMSRE FMXYIM&II® O IR/l V) YO\ G WPRER/MHE INAVHXWES T
XEFP] PIEHW XS GSRWYPXMRK ERH EHETXMRXKY RESWI]WDMMESKTH] XGL(YGLIR!

EVALUATIONSTO CONDUCTAND WHY

8LI KSEP SJ RYXVMXMSREP WYTTSV X WIRXMIRMER K SSZW RMNMXXV VMR MISMRYXZ |
WMX] XLVSYKL VIKYPEV EWWIWWQIRXLSIXIMAFRWE ERRDW MEBLXVISQS[X E LIEP:
GIH HMIX [MXL STXMQEP MRXEOI SJ BEPSTWSWY XVEKRMR TEEWXMWGEREVP] G
( 6IKEVHMRK WTIGMY“G HMIXEV] GLESEGXMXLNEWXMGCWFWDIR®BILSYRPHSPMH |
RYXVMXMSREP VIWIEVGL WTIGMY4G XS &IIP(MRIGNWSW XEX KVRAVEF WIS S Y KE

NUTRITIONAL STATUS ASSESSMENTHYVMRK XLI HIZIPSTQIRXEP EKI EX IEKG/LH QIHM(
QSRXLW RYXVMXMSREP WXEXYW WILRSKY PIH KL X ZERPH EXMK EX VFSBHBYIESQTS
WYl HMWXVMFYXMSR ERH HMIXEV] MRXEOI

Weight and height LSYPH FI QIEWYVIH F] XVEMRIH TIVWBRRKPXLEW M BVEW Y[\M QLI
MR RIYVSPSKMGEP TEXMIRX EW XLDNKXALIWEXSWMVRSWMB/JIXQR WE& PW IRXRPW EG XY
WTIGMYG GLEVEGXIVMWXMGW SJ XLEAMWIE\MMKRXXERH IZIMETXR IRKI MR XI
KVS[XL GLEVXW XLEX I\MWX JSV (1( A¥WXXESXMIBRVWLISYBHIMNVIWMIREW FI HSR
ERH SRP] GSRXMRYSYW QSRMXSVMR KIGERY KN RMXMYSRRHEIF/ W XERN WRXVSRH -
LIMKLX QIEWYVIQIRXW EVI YWIH XS GERGMREKXIXXMR FCSKHL IMBAMLW MR Kl & 1-
MRXIVTVIXIH EGGSVHMRK XS XLI GEXIKSVMIW WLS[R MR XLI XEFPI FIPS]|

BMI CONDITION
92()6;)-+,8
2361%0 ;)-+,8

25-30 3:)6;)-+,8

1)(-91 ()+6)) 3&)[7-8=
-+, +6%() 3&)7-8=
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2986-8-32WWEBAGEMENTand REHABILITATION

-X WLSYPH FI RSXIH XLEX XLIWI &1- ZEKX®I E REWWTWMEREW! WIXERKH WR ¢
LEZI FIIR HIY4RIH JSV XLI LIEPXL] KIRIVMEN IT LB PXMBIRMERRH VIIVINKIH [
GEYXMSR ERH XLVSYKL GSRXMRYSYW [IMKLX QSRMXSVMRK

Body composition: WXYH]MRK FSH] GSQTSWMXMSR QIERW \ERE FS|2 WRKRFSH] [
QEWW [MXL QYWGPIW FIMRK SRI SJ MXWLQ¥MRHGISTG TS RX RIXM Y 1J EIX\
QSWX WMKRMY%GERX WXSVEKI WKIRIX HRSQFBLRM GIMRSRE® BRBR/EP HIRW
FI HIVMZIH RIGIWWEV] JSV XLI HMEKHRMYXMSR $1ISWKSKRTWR EE| © SRV
XLER RSVQEP ERH SWXISTSVSWMW E GYRHMEKMRI [XLERFBRVYW EPVE RH
RI XS JVEGXYVI -R &1( ERH QSVI KIRIMEFPHVMRWR | X VIS/Q YWWG E PTEWS K V
PSWW SJ PIER QEWW ER MRGVIEWBRI R BEXSQEWWR IE/EHP EHMWWXXMLSR
XLIWI GSQTSRIRXW MW XLIVIISVI INX\RIQIPF[YRWIAY B X\ESRER | WVIXEK YW |
KMRK 8LI IZEPYEXMSR SJ JEX QEWMSRRHMXERVBDWRM GERLSHW PMOI W
QIEWYVIQIRX E QIXLSH SJ QIEWYVMRK P SH JGEPXM YWM RKKM B LX SPW G\E
XLl XLMGORIWW SJ WOMR JSPHW ERH FSKNVGMXG BNV IRSQ TPIIE VERW
REXYVEPP] QSVI TVIGMWI QIXLSHW MRS RYWYIRK RS RMERIEWMGL FMSIPIG
TIHERGI EREPJWMW &-% ERH (YEPQdX\E] )RPY K] INFMWSAMEENSMRK PIER
ERH JEX QEWW &-% QIEWYVIW XLI FSHRGWMQTMER GIW X¥IMSWMYMWEK

XLl FSH] SJJIVW XS XLI TEWWEKI SJ E]ARB]GDSVMWG IAWKLY DR/ZXUNIR G111 X1V C
FSH] GSQTSWMXMSR JEX QEWW -RIERVQERGEBVXSXERIHEXIRXS GPMRMG
XS MXW WTIIH ERH IEWI SJ YWI EW [IPPIEWRMH NRBR IGBREQYMBIER S[M3 MW
VIWYPXW WLSYPH FI MRXIVTVIXIH [MXW TIEBEYWWESEEHRP EWXWXXLHW RS & 1K1 1|
MW GSRWMHIVIH E VIJIVIRGI QIXLSH JSWXMER VFERERW IF X ]GERQABW X
FIX[IITR FSRI ERH RSR FSRI XMWWYIW ERSJTNISIZMHI VERQAIEWF T RQ IR MR k
WQEPP HSWIW SJ < VE]W 8LI (<% WGER T\GIZMHER HEEXWE W RJ K X1 COBW\PVS K §
FSRI QMRIVEP QEWW SJ XLI [LSPI FSH] ERFFWMR®[IWIR N RPW BRH IXVREK
%PXLSYKL MX MW E VEHMSPSKMGER XVGIERENM UYE QXM WVZEINWE S M S\R VA5 RX
QMRMQEP INTSWYVI JSV XLI TEXWMPPISHMWI QEMP MA MEW SR KVS[MR
HYEPW ERH MX GER FI VITIEXIH EX WLSVX MRXIVZEPW

Dietary intake: estimating dietary intake means determining daily caloric intake and the con-
WYQTXMSR SJ QEGVSRYXVMIRXW TVSKINRGN JEXMNV NEIREKW YXKEXBPQ MRW EFR

www.parentproject.it



VEPW 8LMW IWXMQEXMSR MW HSRI MWMBRKME/ XIS\R EREP JSIHHYNMMERK WTI
8LI VIWYPXW SFXEMRIH WLSYPH FI GSQUEMM QVMRAHAW | &YS/YYORRKRIHXWIIVI EVI
VIGSQQIRHEXMSRW JSV TEXMIRXW [MXLM& (Q EXHLIVXNSS¥UI VIGIYORIRHIH MR
JSV XLI -XEPMER +IRIVEP 4STYPEXMBR YV IOWo6M R K* SR | VIR X MMQ ERKHMMRXY X1  6))
IWWIRXMEP JSV GEPGYPEXMRK HERQNFPEWPGER G IRY WIW WRT TEW % B GBKE V
RYXVMXMSREP WXEXYW XLI YWM®%JMRHWIHE &M G EIPNWMIER Y\KIVY Q{RPAEPI IN\EQMF
EWYVIW XLI 6)) 'EPSVMQIXV] EPPS[W XQUXBDFEWMWQ | RXMSIL FNEW EXR-1 EQSY |
XLI FSH] YWIW XS QEMRXEMR ZMXEP JYRGXMSRW [LIR GSQTPIXIP] EX VIW

ASSESSMENT OF GASTROINTESTINAL ISSUES(]JWTLEKME GSRWXMTEXMSR KEWXVS
ERH KEWXVSTEVIWMW EVI GSQQSR ERR XSV X MX I \&SLK V[ MW MZIIZIMR  DE XM
KXL HIJMGMX 4VIZIRXMZI IZEPYEXMRXRERH HYWSYEKME MW IMQ QSN XVE K
IRMRK UYIWXMSRW XLVSYKL FMERRSEBR W SIRV X MSRIMEMY | WMWILNEG P P X.
PMUYMHW ERH WSPMHW XLI TIVGITKMSRXSJ XIS S¥M WM XWMG P MRKH MK XE
QIEP ERH XLI MQTEGX SJ IEXMBKKERVKYSPRMXAY SB PUMW X WLSYPH RK GSRW Y
GSRWXMTEXMSR KEWXVSIWSTLEKINEREWYIPSYAM ER K] KMEWWX Y B FEXRINV X[ L | F
4)+ TPEGIQIRX E XYFI MRWIVXIH HMVI®KP]JERREXFSH 8 RIMK B B LBS®1IL XELR/H

\EXMZI XVIEXQIRX *VSQ E HMIXEV] WXERHTVSERK JRYMEHHVMRKE®] SWL Bk
FI EWWIWWIH

Assessment of Bone health: -RHMZMHYEPW [MXL &1( QE] LEZIHWMBKMBLY¥SRMEMNER &
PSWW MRHYGIH F] VIHYGIH QSXMPEPXALNSRMMYVWMER ERRIYIEP EWWIWWQIR
GMYQ MRXEOI ERH WIVYQ LIHVS\]ZMXEKQMRI EBBRIPIRXXEIXWISE Q-QIRHIH
JSV EKI ERH PIWW XLER RK QP WWWMRSXXEMO 1 ER HE WIUTYTEPA IQ HRVIX K K M
XS GYVVIRX KYMHIPMRIW WLSYPH FI TVSZMHIH

NUTRITIONAL CONSEQUENCES- PHARMACOLOGICAL TREATMENT

J\EGIVFEXMSRW SJ XLI HMWIEWI| AMKY (3R HT QIYWWGEHE PHIMGWYWV I GER BWWLIV HI
PIEHMRK XS VIHYGIH JYRGXMSREP GETEGIWXDERHMHAIMXY | ERFRQ/S ¥ X ERPGA XV

4EXMIRXW [MXL &1( QE] EPWS FI XVIEXTH WXL KPKIG EGISNDRMGSMEW [JJ1G)>
GVIEWMRK QYWGPI WXVIRKXL HIPEIMRK RPBRWKV\SWEQRINEXBEXYIRREXMSR ERFE
HIKIRIVEXMSR XLVSYKL E HMVIGX ERXWGRYANEY JERPS OIRSIIRGRISRMGEP E
QSRMXSVMRK MW RIGIWWEV] HYI XS SWMW WMHVKPJCARQWE SWMEFTEW QI
ZEWGYPEV HMWIEWI ERH MRJIGXMSRVEEVW XM SHYSW E HHAIMNW I R XJ EGRXHWQS J
EPWS TVSQSXI XLI SRWIX SJ SZIV[IMKRK ERHAISHMXVMRHFIGNM R®YUEWRXP] C
ERH MRGVIEWMRK WSHMYQ ERH %2YMHIQIXSRXERBE| EN RLYPAWKHLXMWMFRK BEWITE JYR
GPMRMGEP QEREKIQIRX SJ XLI HMWIEWI

www.parentproject.it 6 3
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2)963'3+2-8-:) %2
A47=",-%86-" %74) 37 -2
wiTH BMD

% HMEKRSWMW SJ &1( MW ER IZIRX XLEX GRRXLE PIMZ WMER M RS E R M HYEPH
PMIW 8LMW MQTEGX GSRGIVRW RSX BRERY T{GIXW ]SUMG.E R B RH EGWP M R¥DG E P W S
MGEP ERH VIPEXMSREP EVIE SJIKIGILMBRM &MHWW PE VO MO | 851X G E RWWGXS RWMH |
MPPRIWW FIGEYWI MX MRZSPZIW FSKLERIH XLVYMWSR BEHMME RPQ FEIVIWG X E VIR
GLMPHVIR JEGL TIVWSR QYWX W)XBMWZR X8 SWREEBNMWLHME EFRSERW FY
IV GLERKIW XLVSYKLSYX XLI PMJI G]GPI

-RGVIEWMRKP] XLI GEVI SJ &1( TEXMMRN\GEPRB IRKIMW MRASPIZMR BRY P
TVSEGL [LIVI QIHMGEP EWTIGXW MRXIWE GIS [MPPL TR OLBKR SEGIG BX LI R
OMZMRK [MXL &1( QIERW EG G |WW MRKG LMRW | E REEWP RMMWWB Y USTI| FXLI EF M
HE] E VIEPMWXMG TVIWIRX SVXNMBRIHEZW [[PPI EBRILXW BERNWMWSYVGIW
JEQMP] LIEPXL TVSJIWWMSREPW XAV Y WSREKEWPWPSW O TWW G L S ERKIMXW. | [SV O
VSRQIRX

7SQIXMQIW QEREKMRK XLI HMWIEWI| GER HIVGE GEKRMFA RRMRIW @ ®XFS K PE PW S
VIPEXIH TW]GLSPSKMGEP INTIVMIRGIW

HM%GYPXMIW-GSRG IR X \egsety, restlessness,
ing, attention presence of intrusive

thoughts, panic attacks,

Sadness, mood Isolation from rela - Excessive worry about one's
swings, rage, feeling of tionships, loneliness, own physical condition
helplessness and guilt shame

altered physical pain due to patholo -
gy and psychological
condition

SLIWI TW]GLSPSKMGEP W]QTXSQW GSYPH ETTIERHFSBRLXMRMXLJETQWW § B I[Q/
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DiagNOSIS
*SV RI[] TEVIRXW HMWGSZIVMRK HYVRRKBEW IEK RHEVREX|RSWVEM WK ISIM& 16 LOVE R
TW]GLSPSKMGEP MQTEGX 8LIVIJSVI] XLI GEYGLSRERMWXT IGMEKXPTE] TEV
to the impact of this news has on the couple to facilitate the pr ocessing process and contain potential
IQSXMSREP VIEGXMSRW

DIAGNOSIS IN AND

'SRWMHIVMRK XLI ZEVMEFMPMX] SHEMRK &S REHMKWER | MXTMR TG MERPP [R |
XSQW SJ &1( ETTIEV QEOMRK MX HM%G YRPK IS HH M BEKQRMERVI ML | 4 RE 6 IXMX/
[MPP INTPSVI XLI NTIVMIRGIW VIPEXIHSWMWLERH WHQRX XSIQXL EBEEKRM
STQIRXEP WXEKI SJ MRHMZMHYEPW

XLl TVIWIRGI SJ TLIWMGEP W]QTXSQWEHW XILITGQERPMJIKE XI\ITE VY R/
HMEKRSWMW Y% VWXLERH WSQIXMQIW MRR MXISWVIWRR XY RN VIWEWRHXLI
VIWXPIWWRIWW STTSWMXMSR TEWWRMY MXT]SRR\H &S QXTLINMWX MIZI\R M\GVE P |
INTIVMIRGIW WLSYPH FI EGORS[PIHKIH ERN SYYEKRREKHHUF]EXIL | GIEQMYR NKG E
-X MW EPWS TSWWMFPI EPXLSYKL HPYWRNV[IMXLV (UY IRZP REISEFRMN & LYMS T
MWWYIW WYGL EXXIRXMSR HM¥%GYWSRMTW SQ@PQ@W] SV FIVEZMSVEM IMWWY I\
GMX L]TIVEGXMZMX] HMWSVHIV Y, MBARSHV B Y\X MAW/Q WBTLUIGESKRMXMRZI HM.
(YGLIRRI ERH &IGOIV QE] WXIQ JVSQ UNMEPMEEXMAXIMERMW UYRE RIXMXEITL
GEWI SJ &1( MW TEVXMEPP] ERH ZEVMEFP] TVIWIRX

HYVMRK XLMW TLEWI SJ PMJI XLI FSHY Y-RHAVKE SW ]GN\WR W XER L
HEQEKIH HYIl XS XLI GSRHMXMSR MX FMRXQEWTER/ MKMZXIEW PR JIXE (FEYKM P I3
JIIPMRKW SJ MRJIVMSVMX] ERH WRE BISRXENR Y{RXKEHKHNX MRRI HGIUYMV I Q
EHSPIWGIRXW [MXL &1( XLI IQSXMSREPRERHEEFIICGMREAIVHH FHSIYRG XMSRE
VIWYPXMRK MR VIKVIWWMSR XLEX TEG@MHEB YRRV PQ INISREP FYXERNM R W

'SQQSR TW]GLSPSKMGEP VIEGXMSRW WESVREWNMMMERKUIVIBMRKYW B/ X P ¢
lation

HMWGSZIVMRK &1( MR EHYPXLSSH BGERREKS\O IBROQFMZIBEFRRXXILMROMR
MGERX W]QTXSQW [IVI RSX INTIVMIRGIHRIEE\R MIYSWMWRXRIMU | 3IJRERLFISLIV LEF
VIGSRWMHIV PMJIWX]PlI ERH LEFMXW RERR BEMHALE WN SJI MW HPVIEHT IWVIXE F I
GLEPPIRKMRK 6MWO SV TVSXIGXMEZMWIEDBXNBYVW ) K]l MEBSRMNMXMBR YK EIRXV |
W]IQTXSQW JEQMP] LMWXSV] SJ RIYVSQMWRE WPENT BIWXVSVHIVW ERH W

XLI QSQIRX TEVIRXW VIGIMZI XLI HMHEKRSIEMW MW GA¥ X
RYVXYVIH XLYW JEVI EFSYX XLIMV JGWMEMXWVIN XYX IGEWIPMRALZ & X K GAM E
XS VIGIMZI WYTTSVX XLEX JEGMPMMEXGCWVTEBIG I KWWWINHREIR XIL M E X\ TMS Q S
1SVISZIV JSV TEVIRXW EGGITXMRKHXLIMW & KMPLH QNVGHM ¥ GWPLX M LWV JB/RY
TIVMIRGMRK XLIMV PMQMXEXMSRW GER FI I\XVIQIP] GSQTPI\
*SV WMFPMRKW MRXIKVEXMRK XLLIMWRXSXXUMWVWSHMBERKRSEMR® [GIKR B
7SQIXMQIW XLMW GER XVMKKIV JIWANERK WS ZIVKY MPTXES RW FIFFSMNPWIDG I SV G S
ERH VIKVIWWMZI| FILEZMSVW
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AND oF BMD

When considering the psychological aspects related to BMD, it is important to take into account

XLI WIZIVMX] SJ XLI GSRHMXMSR SRIRGIMMBRWMGEBEBE MEZXIIMH MMXU\EIWIZIV ]
XMSR [MPP HMJJIV JVSQ XLSWI SJ ER EW]QTXSQEXMG SRI

1SVISZIV W]QTXSQEXMG TEXMIRXW MXKMMAEX ILREFN QEWOAWZEY MEFERI SJ
SJ XLI HMWIEWI ERH XLI EKI EX [LMGL W MRK E£GWPQBER MIWVXSEWRH SE P
TVIHMGXMRK XLI TVSKVIWWMSR SJ XNYIPHKM®UEBEWI YWRW VINKM IBN B F NHRVMM2G
TPERRMRK JSV XLI TEXMIRX..W ERH XLIMV JEQMP]..W JYXYVI

-R XLI GEVI SJ XLI MRHMZMHYEP ERIB XRWWHJE XM P MQX MWK EER IGIUE PS
EYXSRSQ] FSXL TVEGXMGEPP] MR XIV QW SRIEREMP]I PTW BIN IERMWV IEP M~

SUPPORT

AW]GLSPSKMGEP MRXIVZIRXMSRW ZEMRKEPI RBMKK 5R DLIMGL XIPISHM E K
SGGYVVIH ERH XLI WXEXI SJI HMWIEWI TVSKVIWWMSR -X QE] FI RIGIW

LV )2% (:-8-2+£.£96(¢

. 8.(# % ,-98%-",
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ERH %(1-2-786%8-:) %74)'8"

LI PMZIW SJ TEXMIRXW EJJIGXSRTHIRHYGCGER RIYWIFPIG[IEORIWW ERH |
MR EHHMXMSR XS GPMRMGEP LIEPXLGEVMRERERIQYVYEBXMMXK TTWY® HS KM SESTM |
%HHVIWWMRK TW]GLSWSGMEP MWWY IRWP MVFWMR IG \BY GEMLE PT EXWT IIREXXWS JGXSIR X[\
HIZIPSTQIRX SJ MRHITIRHIRGI MQTVSZMRK UYVEWBKEFRERN M| PERH SRRIER
[MXL FSXL TVMQEV] JEQMP] ERH WIGSRMEV] WSGMEP GSQQYRMX] KV
-RXIVZIRXMSR EVIEW ZEV] HITIRHMRW SRHRIIHN MIEXR U VGSWR HENRXAMIS IRV M V | W
%GLMIZMRK XLI LMKLIWX TSWWMFPI PIZIFMSIWMEBHVTIRRIRBE KRMNREEPP] \

FUNDAMENTALASPECTSTO FOCUS ON.:
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ERH %(1-2-786%8-:) %74)'87

CHILDHOOD

*VSQ XLl QSQIRX SJ HMEKRSWMW MX MWMZEXW\S R FPJ & BV X EWYR WK WXL
VIGSKRMXMSR SJ FIRIJMXW XLEX GER QEQIMWJIEQEWPNI IV JSV XLI TE.
=SY GER VIUYIWX EX XLI GPMRMGEP GHRMHV XLIVG I VXYM EMG EXMFEK X ¥
IMRMWXIVMEP (IGVII 2S ERH XEPRWINVZGIIGH XLEXL[MP® MWWY
IEWI GEVH XS XLI TEXMIRX

8LI GEVH GSRXEMRW XLI MHIRXMJMGEKMSRIGBXMRRGISMVE R P XS TEVGS
1JJIGXMZI XVIEXQIRXW ERH QSRMXSVEWR K SSVI XLLII THWM WIIFEX\M S E-V6 J[ | PPV |
GEXMSRW -R EHHMXMSR ]SY GERBNIGWIWR ASXWLE¥MPMORM R E[S R
status (Law 104/92), IMXLIV TIVWSREPP] XLVSYKL XLI -247E[I%W M8E\ S¥VWAY \G\S
XERGI "IRXIV SV 4EXVSREXS 4EXVSREKI| PIMWGELX MSRP TENG & MWWAX [M X L
3RGI XLl GIVXMJMGEXMSRW JSV HMWHFMPXYEM RERH |SEFRE EIRS B/T UW XKW X
GSRXVMFYXMSRW ERH XE\ IQTPS]QIBRMXENRHIWSR SHSVWPE N RFSEAKMAV F XRLII T L
VIJIVIRGI GPMRMGEP GIRXIV EHZMWW MISIX T EVXBMTI]R XT W BG Y. B 8 BWKKSS/ TXLL] | V
LIHVSOMRIWMSXLIVET] HITIRHMRK SRVXWWWSRKI8SEJ HIMWMGMER/ S VI
XVIEXQIRX ERH HIXIVQMRI XLl QSWX SARY MIXIEFP X M IGRXMWE MRXIMHW FESN EHS
WIVZMGIW ]SY RIIH XS GSRXEGX PSGEP WIVZMGIW

- @ ScHooL PERIOD

2

The school career is a fundamental phase for the construction of the person ality and autonomy of

GLMPHVIR ERH EHSPIWGIRXW -X MW XIW!I XYSP VA B Yd B/KXE G X RRGSQAVESFPR W PV
XLl EMQ SJ TVSZMHMRK E GPMRMGEPMXVEEXQMZE VOLXVEKI XX ME | BVRYAI LHE ¥ (
ZIRXMSRW [LMGL EVI GSSVHMREXIH EQSRR2E8IPAZZBEVMSYW TVSJIWWM:.

ADOLESCENCEAND TRANSITION TO ADULTHOOD
&1( LEW E LMKLP] LIXIVSKIRISYW GSYVWIRKMSRWQE® IFN RKIMIBRKIWV ZIV]
There may arise the need for:

request aids from local services;

request home care assistance from the municipality of residence

work on personal relationships and integrate the young people into the social
community, activating an informal support network or developin g social interactions,
friendships and support groups;

assess the strengths, abilities, and attitude of the young person to adequately plan for
future needs;;

develop autonomy and independence by planning suitable housing cohabitation or
independent living plans, home care;

tasks, accessible sports, day care centers, communities, socio-educational centers and
home educational services).

www.parentproject.it



JOQTPS]IQIRX JSV TEXMIRXW [MXL &1( MW HMRMQXTISIWMIXERMZEW T I-XXMN
WXEVX [MXL E GEVIJYP EWWIWWOQIRX SSUII XKXMMEWY WO MPEW EHIZS M E XW
ERH KYMHERGI TEXL

-R -XEP] XLIVI LEW PSRK FIIR ERBMWXN Q $W XHHF PENGVEGUWRVKS I TISTPI [M
XS XLI [SVOJIJSVG]I TVMQEVMP] KSZIVRHIRXWDME[W GETE FIMWPGILX M1 W
so-called "protected categories". Additionally, opportunities include: training internships, com-

TIXMXMZI INEQW XVEMRMRK GSYVW{W! W RAMH RIRMBIWB\WPM M R X3 YWV TW
EMHW ERH WYFWMHMIW XLEX GER EWWM®MJINIGI HEWWS RE GHDRM Z WXIM
MRXIVZIRXMSRW GER FI EWWIWWIH FGMERXNEIFZZMBK XLII W-8 GAMEERPX
WMHIVMRK XLI RITHW ERH XLI VIUYMWSRIEWW IPP LW DSLYREKZEMP EF P |
XLI EVIE [MPP HIZIPST E TVSNIGX EMQIH EX IRLERGMRK WSGMEP
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