HeynoBjieTBOpéHHBbIE MOTPEOHOCTH U (PPATMEHTAPHOCTH MEAUIIUHCKO MOMOIITIHA NP
cunapome Perra B EBpone

YcTHBIM JoKIaa Ha MexayHapogHoi koHpepeHuuu RSE nmo cunapomy Perra, 12 okTs10ps

2025 r.

BBeaneHue

JlanHO€ HMcclieIoBaHNEe HAIPABJICHO HA YIIIyOJICHHE IOHUMAHUS U TTOBHIIIICHUE
OCBEIOMJIEHHOCTH O CUHJIpoMe PeTTa B HECKOJIBKUX €BPONEICKUX CTpaHAX.

KaroueBbie BOIIPOCHI UCCJICAOBAHUSA:

1. Iyt mamueHTa ¢ cunapomom Perra:

o

o

Kakue nepBoHayaibHble IPU3HAKA M CHMOITOMBI OOY/Ial0T ONEKYHOB
00paTUTHCS 32 TOMOIIBIO?

KakoB 1yTh NOCTaHOBKY MarHo3a (y4acTHUKHU IPOLECCa, CXEMBbI
HaIpaBJICHUS, TECTHI) B Pa3HBIX CTpaHax?

Kak ceronns Benércs neuenue 3a0oneBanus (KIIOYEBbIe yUaCTHUKH TpoIecca
Y METOJIbI JICUSHHSI) U KaK U3MEPSETCS TPOrpeccupoBaHue 00e3Hu?

KakoBbl OCHOBHBIE TPOOJIEMBI U TPYTHOCTH Ha ITyTH MalueHTa’?

2. Kusub ¢ cunapomom Perra:

o

Kakue cmiocoOHOCTH MarueHTa HapyIIeHbl U KaK 9TO OTpa)kaeTcs Ha
MMOBCEIHEBHOM KU3HU?

Kaxkoit ypoBeHb KOHTPOJISI MOXKHO IOCTUYb MPU TEKYILIEM CTaHJapTe JieueHus?
Hackonbko manueHTsl U OMEKyHBI YAOBIETBOPEHBI TEKYIIIUM CTaHIaPTOM
JIeyeHus?

KakoBbI OCHOBHBIE TPYJTHOCTH JIJIsl TAIIMEHTOB U OTIEKYHOB B TIOBCEAHEBHOM
JKU3HH?

3. OKuaaHusd OT HOBBIX METO/I0B JICYCHHU:

o

o

Kakue ¢pyHkmmoHanbpHble 001acT Hanboiee BaXKHbI AJ1s MAIUEHTOB U
orekyHOB? Kak 3T0 COOTHOCHTCS C TEM, YTO U3MEPSIOT MEIUIIMHCKHE
CIIEIMAJINCTEI?

Urto cunTaeTcs 3HAYMMBIM YIIYUYIICHHEM B Pa3IMYHBIX (YHKITUOHATHHBIX
obmactsax?

KakoBbI 0’KHJaHMsI TAIIMEHTOB M OTICKYHOB OT HOBBIX M pa3padaThIBAEMBIX
METOIO0B JICUeHHUA?

MeTox0J10rusl HCCJIET0BAHUS

HccnenoBanue coOpano HHPOPMALIUIO OT CEMEH, YXaXKMBAIOILUX 32 MAllUEHTaMH C
cuHapoMoM Perra, ¢ momoIso:

e JIHeBHMKOB ONeKYHOB (OHJIaliH): COOp MOAPOOHBIX TaHHBIX B TEUEHHE HEAEIH 110 5
KJIFOUEBBIM HaIIPaBJICHUSM:

@)
@)

Jenb 1-7: 5MoIIMU, CUMIITOMBI, BIUSIHUE HA TIOBCETHEBHYIO JKU3Hb;
Yray0aéHnblii aHaau3: KoMMyHuKanwus, nprkenns, mutanue/ JKKT,
OTHOIICHUS C MEIUIIMHCKUMHU PaObOTHUKAMHU.



e KayecTBeHHbIEe HHTEPBBIO € ONIEKYHAMHU: OOCYKJIEHUE PE3yIbTaTOB JHEBHUKOB U
MIPUYHH, CTOSAIIUX 32 0TBeTaMU. OCHOBHBIE TEMBI:
o TMyTh MAIIMEHTA: OT MEPBBIX CUMIITOMOB JI0 IOCTAHOBKH JIMAarHO3a U Mepexo/ia

BO B3pOCIIYIO KU3Hb;
OTIBIT U HEYIOBJIETBOPEHHBIE TOTPEOHOCTH B MPOLIECCe AUATHOCTUKH;
OTIBIT TPUMEHEHHUSI CUMITTOMATUYECKOTO JICYCHUS U PA3TMUHBIX MTOX0/I0B K
BEJICHUIO 3200JICBaHUS;
BIJIMSIHUE YXO/Ia 32 MAIIMEHTOM U CUCTEMBI TIOJIJIEP>KKU Ha OTEKYHOB;
OKUJaHMsI OT HOBBIX METOJIOB JIeYeHHs CUHIpoMa PeTra.

I'ne IMPOBOAWJIOCH UCCTICI0OBAHUE
HCCJ’IGI[OB&HI/IG OXBAaTWJIO CICAYIOIIUE CTPAHBI:

e T'epmanus;

e  O@panHuus;

e  Uranus;

* Benmukobpuranus;
e Jlanus;

e Ilonpma;
e lcnanwus;
e Hunepnanmsl.

Kpurtepun oré0opa y4acTHUKOB:

e ONBIT pabOTHI B KAU€CTBE OCHOBHOT'O OTIEKyHA MaIlMEeHTa ¢ CHHApOMOM Perrta He
MeHee 1 roja;

*  COMPOBOXKJEHHUE MAIMEHTA HA MEIUIIUHCKHUE TPUEMBI;

e 0o0cCyXJeHUE BapUAHTOB JICYCHHSI C MEAUIIMHCKUMH pAaOOTHUKAMU;

* [IOMOIIb B PEIICHUU MTOBCETHEBHBIX 3a/a4.

e B BBIOOPKY BOIIIM MAI[MEHTHI IETCKOTO, MOJPOCTKOBOTO U B3POCIIOTO BO3PACTA;

e BKJIIOYEHBI KaK aMOyJIaTOpHBIC, TaK M CTAIIHOHAPHBIC MAIIUCHTHI;

*  YUTEHBI Pa3INYUsi B KOMMYHHUKATUBHBIX CIIOCOOHOCTSAX MAIIMEHTOB.

0030p BHIOOPKHM HCCIEI0BAHNS

CtpaHa KonuyecTtBo 3anucen B KonnyecTBO KayeCcTBEHHbIX
AHEeBHUKe MHTEpPBbLIO
"epmaHus 8 4
Utanusa 8 4
McnaHna 7 4
®paHumsa 6 4

BenukobputaHuna 8 4



KonunyecTBO 3anuceu B KonuyecTBO KayeCTBEHHbIX

Ctpana AHEeBHUKe MHTEpPBbLIO
HuoepnaHapl 7 3
[aHuns — 3
Monblia 8 4
Utoro 60 30
1,2,3,4

O0630p AeATENBHOCTU ML, OCYLLLECTBIISIOLLMX YXO
il

OnekyHbl, y4acTBylLWME B BEAEHUN JHEBHNKOB, Kak NpaBuio, MMetoT
Bornee Yem LECTUNETHMI ONbIT yXo4a U B OCHOBHOM 3ab0TATCSA O CBOEM
pebéHke c cuHapomom PeTTa

Caregiver Demographics

Caregiver age Time spent as caregiver

10% 18-35 years
[ 36-55 years
M >55-years

<1year |0%

1-3 years 9%

Relationship to cared for 4-5years 5%

4% Professional caregiver
- Parent 6-10 years 19%

>10-years 68%
96%

1. Bo3pact onekyHoB:
o 1835 mer — 15%;
e 36-55nmer — 75%;
e crapmie 55 et — 10%.

2. PoacTBO ¢ MOAONMEYHBIM:

e mnpodeccuoHanbHbIN onekyH — 4%;
e poautesnb — 96%.



3. IIpoaoIKUTEILHOCTH YX0/a:

o MeHee 1 roga — 0%;
e 1-3roma— 9%;

e 4-5ner — 5%,

e 6-10 metr — 19%;

e Oonee 10 neT — 68%.

Uccneoosanue CRA Medical Insights, 24 oexabps — 25 mapma, n = 60 onexkynos
(Benuxoopumanus — 8, Umanua — 8, llonvwa — 8, Janus — 8, I'epmanus — 8, Hcnanus
— 7, Huoepnanower — 7, @panyus — 6).

Rett nHogMBnayanbHbIN 0630p

Nuua c cnHapomom PeTTa, npeacTaBneHHble UX OnekyHaMu B
OHEBHMKaX, pacnpedeneHbl Mo BO3pacTHbIM rpynnam, a Takke no
pa3nn4YHbIM NokasaTensaMm cTaTtyca 3aboneBaHus

KeTl inaiviagual vemograpnics

Current age group Time since diagnosis
Child <1year 2%
] I adolescent 1-2years 1%
M adult
3-Syears 8%
6-10 years 31%
>10years 49%
Sex Disease status
Always Sometimas Never
3% Male Wheelchair use 22%
M Female
Never had FT Considered for FT Currently has FT

Severely limited Reasonable

Ability to communicate {assessed by caregivers) 39%

E

~“ACADIA |

CRA Medical Wsights Research, Dec 24 — Mar 25 n = 60 cavegivers (UKn=8,/Tn=8 PLn=8 DKn=8.DEn=8 ESn=7NLn=7.FRn=6)

1. Texkymas Bo3pacTHas rpynma:
e pebGéHok — 22%;
e moxapocTtok — 36%;
e B3pocibiil — 42%.

2. IToa:

e Myxckod — 3%;
e xeHcku — 97%.

3. BpeMﬂ C MOMCHTA NMMOCTAHOBKH IMAarHo3a:

e MeHee 1 roga — 2%;



e 1-2roma— 11%;

o 3-5ner — 8%;

e 6-10 mer — 31%;

o Oonee 10 neT — 49%.

4. CraTtyc 3a00/1eBaHHA:

e MHcnonb3oBaHue HHBAJTHAHON KOJISICKH:
o Bcerma— 53%;
o wmHOrma — 25%;
o Hukorma — 22%.
* Heo0xonumocTs B nurarenbHoi Tpyoke (FT):
o Hukorma He 0pu10 FT — 65%);
o paccmarpuBanach Bo3MOXHOCTb FT — 8%);
o B Hacrosiee Bpems ucnonb3yer FT — 27%.
¢  Cnoco0HOCTH K 001IeHHIO (110 OLIEHKE ONEKYHOB):
o CWIBbHO orpannyeHa — 61%;
o pazymHas (mpuemsemas) — 39%.

Hccneoosanue CRA Medical Insights, 24 oexabps — 25 mapma, n = 60 onexyHos

(Benuxoopumanuss — 8, Umanusa — 8, lonvwa — 8, anus — 8, I'epmanus — 8, Ucnanus

— 7, Huoepnanower — 7, @panyus — 6).
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[loBCceaHEBHbIV ONbIT

TpyOoHOCTU C UCNONb30BaHNEM PYK U OOLLEHNMEM Ha3BaHbI

eXxXegHeBHbIMU npo6ne|v|aM|/|; TPEBOXHOCTb U I'IpO6J'IeMbI C AbIXaHUEM

C03[aloT CEpPbE3HYI0 HarpysKy

Daily symptoms

e 100 5 be slightly less bothered by daily symptoms.
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Difficulty Difficulty  Sleep Mood Fear/AnxietyDigestive Repetitive Breathing !Difficulty; Difficulty Difficulty Seizures lIrregular
using communicatiffpturbances  swings issues face  problems ;| with 'swallowing breathing heart rate
hands movements mobility

Level of bother (average score from 110 6):  —%— Average rating across five days
Symptom experienced (% of respondents): | | Average frequency across five days

s
~1~ACADIA

CRA Medical Insights Research, Dec 24 — Mar 25, n = 60 caregivers (UKn=8,ITn=8PLn=8DKn=8 DEn=8ESn=7 NLn=7 FRn=6)

Daily symptoms tend to be more bothersome to
adolescents, followed by children. Adults seem to

(9 01 | woy a100s abeiaAe) 12yioq JO [9AR7



E)KeIlHeBHble CUMIITOMBI

e IIpoueHT peciOHIEHTOB, CTOJKHYBIIMXCSH ¢ CHMNTOMOM (% pecrnoHAeHTOB):
MOKAa3bIBAET, KAK YACTO OMEKYHbl OTMEYANIM TOT UJIM UHON CUMIITOM Y MOJIONEYHBIX.

* YposeHb OecnokoiicTBa (cpeanunii 6a/1 ot 1 10 6): oTpaxaer, HACKOJIbKO CUIIBHO
CUMITOMBI OECIIOKOSIT MAIUEHTOB.

Haubonee pacnpocTpanéHHbIE CUMOTOMBI (110 YOBIBAaHUIO):

* TPYIHOCTH C Ucnosb30BaHUEM pyK — 88% (ypoBeHb OecniokoiictBa — 4,7);
e TpyaHOCTH ¢ obmeHueM — 78% (ypoBeHb OecriokoiicTBa — 4,2);

e HapyuieHus cHa — 48% (ypoBeHb OecniokoiicTBa — 4,5);

e mepemnaasl HacTpoeHUs — 48% (ypoBeHb OecriokoiicTBa — 4,3);

e TpeBOXHOCTh — 39% (ypoBeHb OecniokoiicTBa — 4,7);

e mpoOsieMsl ¢ iuteBapeHueM — 36% (ypoBeHb OecrokoiicTBa — 4,7);

e moBTOpstourecs newxeHus muna — 31% (yposenb 6ecriokoiictBa — 3,3);
e mpoOneMsl ¢ apixanueM — 29% (ypoBeHb OecniokoiicTBa — 4,2);

e TPYAHOCTH C MOJABIKHOCTBIO — 29% (ypoBeHb OecniokoiicTBa — 4,1);

* TPYAHOCTH C riioTaHueM — 26% (ypoBeHb OecriokoiictBa — 4,3);

e cynoporu — 16% (ypoBennb OecniokoiictBa — 3,9);

e HeperyJsipHbIi cepaeunsiii putM — 11% (ypoBeHsb GecriokoiictBa — 3,9).

BbIBOA: €XXEIHEBHBIC CUMIITOMBI CUIILHES OCCITOKOST moApPOCTKOB, 3aTCM JIETeH. B3p0CJ'IBIC,
KakK IMpaBUJIO, UCIIBITBIBAIOT MEHBITHI ,I[I/ICKOM(I)OpT OT €XKCIHCBHBIX CUMIITOMOB.

OnekyHbl coobLatoT, YTO 6OMBLUMHCTBO €Xe4HEBHbIX aKTUBHOCTEMN
4acTo HeraTMBHO 3aTparnBaroTCs eXeaHEBHbIMU CUMNTOMaMM
cnHgpomMa PeTTta, 0cobeHHO Tex, 4To TpebytoT NOABMKHOCTY

Caregivers report that a majority of daily activities are frequently negatively
impacted by daily Rett symptoms, especially those requiring mobility

Daily activities impacted by symptoms (% of respondents)

81%

72% 72%

33% 33%

Activity impacted (% of respondents)

Getting  Holding Playing with Eating/ Bathing/ Writing/ Usinga Expressingnteracting Engaging Sleeping Eye  Attending Attending ,Walking/
dressed  plates toys/games drinking showering drawing phone emotions with peers in contactor social planned 1 running
and cups or other group respondinggathering schooling

device activities to others

““ACADIA |

CRA Medical Insights Research, Dec 24 — Mar 25, n = 60 caregivers (UKn=81Tn=8 PLn=8DKn=8 DEn=8 ESn=7NLn=7 FRn=6)

E:xenHeBHbIE AKTUBHOCTH, 3aTPOHYThbIe cUMNITOMaMU (% peclOHIEeHTOB)



Haubonee 3aTpoHyThIe aKTUBHOCTH (110 YOBIBAHHUIO):

e oneBanne — 81%;

e ylep)KaHHUE TapesokK, yamek — 74%;

e wurpa c urpymkamu/urpamu — 72%;

e npuéM numu/muThEé — 72%:;

e kynanue/mym — 67%;

e mucbMo/pucoBanue — 66%;

* HUCHOJB30BaHuUE TenedoHa Ui IPyroro yctpoiictsa — 64%;
e BbIpaxkeHHe Mol — 58%;

e  B3aUMOJEHCTBHUE CO CBEpCTHUKAMU — 57%;

*  y4YaCTHE B IPYIIOBBIX AKTUBHOCTAX — 56%;

e coH— 53%;

*  3pUTENIbHBIN KOHTAKT WIM peakuus Ha Ipyrux — 52%;

e  [IOCEUICHUE 3aIlJIAaHUPOBAHHBIX MeponpuaTnii — 47%:;

e xoawba/6er — 33% (cpenu XOoAsUMX MAIUEHTOB);

e noceueHue 3aHATH — 33% (cpeau XoAsiunX MalUeHTOB).

HccnenoBanue: CRA Medical Insights Research, nekabps 2024 — mapt 2025 1., 60
onekyHoB (BenukoOpurtanus — 8, Upnanaus — 8, [lonbma — 8, Jlanus — 8, ['epmanus —
8, Ucnianust — 7, Hunepnauas — 7, Opanmus — 6).
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Megnamackas KoMaraa

Yxopn 3a nauMeHTamu ¢ cuHapoMom PeTTa HocuT
MYTbTUAMCLUMNIIMHAPHbIVA XapaKkTep, U CEMbU PerynsipHo obpatiatoTcs K
LUMPOKOMY KpPYry MeAMLMHCKUX CNeLManmcToB, HECMOTPS Ha
OrpaHUYeHHyYI0 LieHTpanu3auuo ycnyr

Othe;' HCPs visited regularly

In addition to their main physician, Rett families
regularly visit with 8 additional HCPs on average
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f= » and g have high engagement with physical therapists (100%), o
£ 20 A wfﬂ 9 and ave lower engagement with psychiatrists and sleep L 1 ’-73
& 10 - specialists (0%) o))
0 o

Dentist/oral care
Paediatric neuro
Speech therapist
GP

Orthotist
Orthopaedics
General paed
Occupational th.
Nurse
Neurologist
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Co-location of HCPs (% of respondents)

75% of ®caregivers
highlight that No
services arein a

single location, while
‘- ®3and {

mention co-location
of services as more
common (63-100%)

B All services are in a single location

- Most services are in a single location
Some services are in a single location
Very few services are in a single location

B No services are in a single location

Jlpyrue MeIuIMHCKHE CTIENHATHUCTHI, K KOTOPbIM PeryJ/isipHO 00pamanoTcs

[ToMrMO OCHOBHOTO JIeHAIlEro Bpaya, CEMbH, YXKUBAIOIIUE 3 TAIIMCHTAMU C CHHJIPOMOM
Perta, B cpegHeM perynspHO 0O0paniaroTcs K 8 10MoJHUTEeIbHBIM MeIUIIUHCKUM
cnenquagucram (HCP — healthcare professional).

IIpouent cemeii, peryaspro oopamaromuxcss k HCP (% cemeii):

e ¢usunorepaneBT — 100%:;

*  CTOMATOJIOT/yXO/I 32 TOJIOCThIO pTa — 87% (CpeaHuii ypoBeHb YJOBIETBOPEHHOCTH
_ 4a8);

e gerckuil HeBposior — 77% (cpeaHuil ypoBeHb y10BIETBOPEHHOCTH — 4,9);

e joromneq — 65% (cpenHuit ypoBeHb yAOBIETBOPEHHOCTH — 4,2);

e Bpau oOuieit npaktuku (GP) — 62% (cpennuil ypoBeHb yA0BIETBOpEHHOCTU — 4,7);

e opronen — 52% (cpenHuil ypoBeHb yA0BIETBOPEHHOCTH — 4,6);

e TpaBmarojor-opronea — 51% (cpenHuii ypoBeHb yI0BICTBOPEHHOCTH — 4,3);

e mnemuatp — 51% (cpenHuil ypoBeHb y10BIEeTBOPEHHOCTH — 4,3);

e sprorepaneBT — 48% (cpenHuil ypoBeHb yA0BIETBOPEHHOCTH — 4,5);

e wMmencectpa — 44% (cpeqHMI ypOBEHb yI0BIETBOPEHHOCTH — 4,8);



e HeBposor — 37% (cpenHuil ypoBeHb YAOBIETBOPEHHOCTU — 4,3).

IIpumeuanue: He MOKa3aHbl APYTUE PETYISPHO MOCEUIaeMble CIIELIMATUCTBI, BKIIIOYas
KapAuoJjora, yposiora, CleuajlncTa o cHy, ICUXuarpa.

Kosiokanusi MeInIuHCKHUX crienquaaucToB (% pecrnoHIeHTOB)

e 75% oneKyHOB OTMEYAIOT, YTO HH OJIHA M3 YCJIYI He COCPEeA0TOYEeHA B OTHOM
MecTe, IPU 3TOM KOJIOKAIUs (Cocpea0oTOYeHe YCIYT B OJHOM MeCTe) CHUTAETCS
0oJiee pacnpocTpanénnoii (63—100%).

Pacnpenenenue 1o cTerneHn coCpeT0TOYCHHUS YCITyT:

e Bce ycnyru B oqHOM Mecte — 3%;

e OOJIBIIMHCTBO yCIYyT B OAHOM MecTe — 25%;

e HEKOTOpHBIC yCIyru B oHOM MecTe — 30%;

*  OYEHb MAJIO YCIYT B OJHOM MecTe — 22%;

e HU OJIHA yCJIyra He cocpefoToueHa B oqHoM Mecte — 20%.

XoTa yxo4 00bl4HO KOOPANHUPYETCHA «OCHOBHBLIMY» BpayoM, aTa
NpakTuka CTaHOBUTCA MEHEE PacnpPOCTPAHEHHOMN U MEHEE YaCcTOoW No
Mepe nepexoaa naumeHToB Ha B3POCHbIN yX0[,

Role and perception of main physician

% has the highest percentage (100%) of . )
individuals with a main physician, followed by % Children & Adolescents (n=47) Adults (n=13)

(88%).4_hand the Jzhave the lowest % (50%)

Yes Yes
. . 27% -

Care is coordinated No 38% No
by a main physician 62%

“Other” includes a
Rett expert such as

9
Paed. Neuro 44% Paed. Neuro |0% clinical geneticist
Mainohsician General Pagd_ Pediatric neurologists General Paed. |0% o and palliative care
e Neurologist dominate in all countries GP 25% team
specialty GP other than g and ‘o where Neurologist 13%
Other GPs and paediatricians are Psychiatrist |0%
Psychiatrist more common Other 63%
Every 6-months or more 51% Every 6-months or more 63%
Frequency of main Once per year 40% Once per year 13%
physician visit Less than once per year | 0% Less than once per year |0% 4 g has the highest
o satisfaction score (5.6),
As needed 9% As needed 25% followed by4 § (5.4). The i'b
has the lowest score (4.3)
Satisfaction with care
of main physician 1: Not satisfied 6: Very satisfied 1: Not satisfied 6: Very satisfied
ACADIA ‘ CRA Medical insights Research, Dec 24 — Mar 25, n = 60 caregivers (UKn=6,1Tn=6,PLn=8DKn=8DEn=8ESn=7NLn=7,FRn=6) 10

Posib 1 BocnipusiTue 0CHOBHOIO Bpa4a
1. KoopanHanus yxoaa 0CHOBHbBIM BPpauoM

e Jlern u moapoctku (n = 47):
o 73% — yXxoa KOOpIAMHUPYETCSI OCHOBHBIM BpauoM;
o 27% — HeT KOOpPAMHALIMM YX0/1a OCHOBHBIM BPauOM.
e Bspocasbie (n = 13):
o 62% — yxoJ He KOOPAMHHUPYETCS OCHOBHBIM BPayoM;
o 38% — yxoa KOOpIMHUPYETCS] OCHOBHBIM BPauoM.



2. Cneumajau3ainusi OCHOBHOIO Bpaya

e JleTw ¥ MOAPOCTKM:
netckuit HeBposor — 44%;
nenuatp — 24%;
HeBposor — 14%;
Bpau obmeit npaktuku (GP) — 12%;
ncuxuarp — 3%;
npyrue — 3% (BKIItouUas CHEUAIMCTOB 10 CUHAPOMY PeTTa, KITMHUYEeCKUX
T€HETUKOB U CIIELUATMCTOB NANIMATUBHOU MTOMOIIIH).
e B3spocable:
o nerckuit HeBposor — 0%;
neguatp — 0%;
HeBposior — 13%;
Bpau obueit npaktuku (GP) — 0%;
ncuxuarp — 0%;
npyrue — 63% (BKIII0Yas CelUaIiucToOB MO0 CUHApOMY PeTTa, KITMHUYeCKUX
T€HETUKOB U CIIELUATMCTOB NANIMATUBHON MIOMOIIIH).

0O O O O O

o O O O O

3. YacTroTa mocemeHuii 0CHOBHOI0 Bpa4a

e JleTw ¥ MOAPOCTKM:
o KaxIple 6 MecsaieB uiH yaiie — 51%;
o pa3zBrog— 40%;
o pexe pa3aBrog— 0%;
o 110 HEOOXO0aUMOCTH — 9%.
e Bspociasie:
o Kaxnaple 6 Mecsanes uin yamie — 13%;
o pazBTOog— 0%;
o pexe pa3a B rox — 0%;
o 10 HeoOxoaumocT — 25%.

4. Y10BJIETBOPEHHOCTH YX0J0M CO CTOPOHBI OCHOBHOI'0 Bpaua (mo mkaJie ot 1 10 6, rae
1 — coBceM He yI0BJIETBOPEH, 6 — O4YeHb YA0BJIETBOPEH)

e JleTu u moapocTkM: cpeauuit 6am — 5,0.
e Bspociasbie: cpeaauii 6amn — 5,4.
e Haumenbmmuii 62,171 y10BJIeTBOPEHHOCTH — Y 0JIHOM U3 rpymi (4,3).

HccnenoBanue: CRA Medical Insights Research, nekabps 2024 — mapt 2025 r., 60
onekyHoB (Bemkobpuranus — 8, Utamust — 8, [Tonbira — 8, Jlaaus — 8, ['epmanus — §,
Wcnanus — 7, Hunepnanael — 7, @panuus — 6).
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Mepexon Ha B3pOCHbIA YX04 MOXET ObITb CITOXHbIM 1 YacTo TpebyeT
TWaTeNbHOM NOArOTOBKM U KOOpAUHALMK Mexay Bpadamu, oObIYHO Nnoa
PYKOBOACTBOM OMEKYHOB

The transition to adult care can be challenging and often requires careful
preparation and coordination among physicians, typically led by caregivers

Transition to adult care

- The lack of a key person

“Yes [| am the main coordinator], but

- Caregivers often need to overseeing care is the main this is not ideal, because we are
actively seek information hurdle c
and advice to prepare for « Instead, care is often managed
> / the transition to adult care, by a multidisciplinary team,
- without the support of the which can lead to issues with
Transitioning from paediatric to adult R e =
g p_ - - This includes finding new between different HCPs
care can be challenging, requiring physicians, ensuring
new specialists and adapting to accessibility for
unfamiliar systems. This often Individualswiih mobilfy
3 g issues, and dealing with
results in a loss of centralized insurance and paperwork

oversight and continuity of care.

We experienced this difference
especially when she made the
+ Caregivers often need to transition from a children’s hospital
coordinate care and to a normal hospital. In this hospital
support for their loved they didn’t work with
+ The process of moving from paediatric ones, which can be a interdisciplinary teams, it all
to adult HCPs can be challenging due to challenging and stressful disappears the moment someone
differences in care and administration process turns 18. In a hospital are all kind of

expertise’s but they work isolated

« Parents and caregivers often e
and not together.” - Caregiver

need to prepare in advance for
this transition

CRA Medical Insights Research, Dec 24 — MaF25,n = 50%caegivers (UK n =8,1Tn=8,PLn=8DKn=8DEn=8ESn=7,NLn=7,FRn=6) n

IIepexoa Ha B3pOCJbINA YXOI

e OmnekyHbl YacTO BBIHYX/ICHbI AKTUBHO UCKATh HH(OPMALHIO U COBETHI, YTOOBI
MOATOTOBUTKCS K IMEPEX0/1y Ha B3POCIHBIN yXO/, 0€3 MoJIeP:KKH CYIIECTBYIOMEH
MEeUaTPUIECKON CUCTEMBI.

o Ilepexon ¢ meaAMATPUUYECKOT0 HA B3POCJIbIHA YX0/ CONPSIKEH ¢ TPYAHOCTAMMU:
TpeOyeTcsl MpUBJIeUeHNE HOBBIX CIICIIUANIKMCTOB U aJJanTallksl K HE3HAKOMBIM
cucTeMaM. DTO 4acTO MPUBOAUT K NMOTePe HEeHTPAJIN30BAHHOI0 KOHTPOJIS U
HeNpepbIBHOCTH yX0/a.

e DTO BKJIIOYACT:

o TIOMCK HOBBIX Bpayeil;
o obecreueHue TOCTYITHOCTH YCIYT JIIsS JIFOIeH ¢ TIpoOIeMaMu TTOABUKHOCTH;
o pelleHre BOMPOCOB CO CTpaxoBaHUEM U 0(hOpMIICHUEM IOKYMEHTOB.

e Ilpouecc nepexoaa oT neUATPUYECKUX K B3POCIAbIM MeTUIIUHCKUM
CHENHMAINCTAM CJIOKEH M3-32 Pa3/Iu4Mii B MOAX0AX K JIeYeHHIO U
aIMUHHUCTPHPOBAHMIO.

e Poaurensm u oneKyHaMm 4acTO HY>KHO 3apaHee MOJTOTOBUTHCS K 3TOMY MEPEX0.y.

e I'1aBHasi TPYAHOCTh — OTCYTCTBHE KJIKYEBOI0 JUIA, KOOPAUHHUPYIOUIET0 YXOI.

e BwmecTo 3TOr0 yXxoj 4acto oCymecTBIsSETCS MyJAbTHANCHUIIIMHAPHON KOMAH/I0H,
YTO MOXET MPUBECTH K MP00JIeMaM C HeNMPePbIBHOCTHI0O 1 KOMMYHHMKAIMEH
Mexay pa3sHbiMu MeaunuHckumH criermanucramu (HCP — healthcare professional).



e OrmeKyHbI 4aCTO BBIHY)K/JICHBl KOOPIMHUPOBATH YXO0/ M MOIEPIKKY JIJIsl CBOMX
OJIM3KUX, YTO MOXKET OBITHh CJIOKHBIM U CTPECCOBBIM MTPOIIECCOM.

[uTaThl ONEKYHOB:

e «/la, [4 ABIAIOCH INIaBHBIM KOOPAMHATOPOM |, HO 3TO HE UAEAIBHO, IOTOMY YTO Mbl —
3aMHTEPECOBAaHHbBIE JIUIIA, @ HAM HYXEH KTO-TO 0ojiee 0O0bEKTUBHBIN U
KOMIIETEHTHBII», — TOBOPUT OJIMH U3 OIIEKYHOB.

e «MblI 0COOEHHO OLIYTHIIN 3Ty pa3HUILy, KOI'/la OHA Mepelula U3 AeTCKOW OOIbHHUIIBI B
00bIYHY!0. B 3T0ii 601bHHUIIE HE PAa0OTAIN C MEXKIUCIUITIMHAPHBIMU KOMaH/IaMU —
BCE PYLIUTCS B TOT MOMEHT, KOI'/Ia YeJloBeKy ucnonHsercs 18 ner. B 6onpHuIe ecth
CMELUAINCTBI PA3HOTO NMPO(UIIsL, HO OHU PadOTAIOT U30JIMPOBAHHO, @ HE COO0IIa», —
JEJUTCS IPYTOM ONEKYH.

HccaenoBanue: CRA Medical Insights Research, nexkadps 2024 — mapt 2025 r., OnIpomIieHo
60 onexynoB (Benmukoopuranus — 8, Utamus — 8, [Tonsma — 8, lanus — 8, ['epmanus
— 8, Ucnanust — 7, Hunepnannel — 7, @panius — 6).
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Hempocratok ocBe10OMJIEHHOCTH, OTPAHUYEHHBIN OCTYII K CHIEUAJIM3UPOBAHHOM
MeIMUMHCKON MOMOIIH M KOOPANHAIUSA Pad0oThl MyJIbTHAMCUMILIMHAPHBIX KOMAaHI —
OCHOBHbI€E HEY/I0BJIETBOPEHHbBIE MOTPEOHOCTH B Ipolecce Jedyenusi cuuapoma Perra

UNMET NEEDS

1 2 3
TREATMENT PROGRESSION & TRANSITION TO
INITIATION MANAGEMENT ADULTHOOD
Appropriate recognition of Comprehensive and Accurate Improved Coordinated care Continuity of care
symptoms and general thorough evaluation to diagnosis access to across HCPs
awareness about the identify all symptoms and therapies =
condition related conditions Consistent Effective Comprehensive
SeCe33 10 & management of planning of zmure
2 : ompre- care needs
Difficulty to obtain referral HElRIC L hensive SympLoms,
1o specialists information espet(:jlally Iepllepsy Pecalana al
and scoliosis egal and financia
knowledgeable about Rett Clear and about available suspon to navigate
empathetic therapies and changes in
byl treatment, with Lo atces i insurance coverage
cation from their potential communication
HCPs about risks and tools
the condition benefits
: aFd |t_s Financial
ML assistance to cover
Tx costs
ACADIA |
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HeynoBaerBopénnbie norpedHoctu (UNMET NEEDS)

1. Havanbnsbie cumnToMsl (INITIAL SYMPTOMS):
o aJICKBaTHOE PAacTO3HaBaHUE CUMIITOMOB U 0011ast OCBEIOMJIIEHHOCTD O
3a00JIeBaHUU.

2. IlepBuunoe oopamenue k MmegunuHcknM cnenuaaucram (INITIAL
PRESENTATION TO HCPS):



o KOMIIJIEKCHAs U TIATelIbHas OIIEHKA JIJISl BBISABIICHUS BCEX CUMIITOMOB U
COMYTCTBYIOIIMX COCTOSIHUIA;
o CJOKHOCTHU C TIOJyYE€HUEM HAIMpPaBJICHUS K CIICIUAINCTaM, UMEIOUIIM OIBIT
pabotsl ¢ curIpomoM Perra.
3. Juarnoctuka (DIAGNOSIS):
o TOYHBIN JIMArHo3;
o TOCTOSIHHBIM TOCTYI K TeHETUYECKOMY TE€CTUPOBAHHUIO;
o 4Y€TKas ¥ SMIATHYHAss KOMMYHHUKAIUS CO CTOPOHBI MEJMIIMHCKUX
CHEIHATMCTOB O 3a00J€BaHUH U €r0 MOCIEACTBUSIX.
4. Hauano neyenusi (TREATMENT INITIATION):
o yIy4IlIEHHE JIOCTyIa K METOJIaM JICUEHHUS;
o ToJHas uHPOpPMAILHKS O JOCTYIHBIX METOIaX JICUYCHUS U TePAIH, BKIIIOYast
MOTEHILIMAJIbHBIE PUCKH U TPEUMYIIIECTBA.
5. IlporpeccupoBanue u Beaenue 3adosnesanns (PROGRESSION &
MANAGEMENT):
o CKOOPIMHHPOBAHHAS MEIUIIMHCKAS MOMOIIb MEXIY Pa3TUIHBIMUA
cnenanuctamu (HCPs);
o 3hdexTBHOE yIpaBICHUE CUMIITOMAMHK, OCOOCHHO ATHIICTICUEH 1
CKOJINO30M;
o yNyd4llleHHE JOCTYIa K CPeACTBaM KOMMYHHKAIIWH.
6. Ilepexoxa Bo B3pocayio xku3Hb (TRANSITION TO ADULTHOOD):
o HENpEepbIBHOCTh MEAMIIMHCKOW MOMOIIH;
o KOMIUJIEKCHOE IJIaHUpOBaHUE OyayIIUX MEIULIUHCKUX MOTPEOHOCTEH;
o IOpHIMYecKas U (pMHAHCOBas MOJICPKKA JJISl PELISHUS! BOIIPOCOB, CBA3aHHBIX
C U3MEHEHHEM CTPaxOBOTO MOKPHITHS;
o (uHAHCOBAs MOMOIIb /Il HOKPBITUS PACXO/IOB HA JICYCHHUE.

HccaenoBanune: CRA Medical Insights Research, nekabpps 2024 — maprt 2025 r., 60
onekyHoB (Benuko6puranus — 8, Utanus — 8, [lonbma — 8, Jlanus — 8, ['epmanus — 8,
Ucnanus — 7, Hunepnanasl — 7, @panmus — 6).

ACADIA

BoJuabmoe cnacu6o BceM y4acTBYIOIIUM ONEKYHAM M HAIMOHAJIBLHBIM rpynnam PAGs,
KOTOpbIe MOMOIJIM NPHUBJIeYb CEMbH K HCCJIE0BAHUIO

[Tonbma, Jdanus, Hunepnanael, Mranus, Mcnanus, Benukobputanus, @pannus, ['epmanus.
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