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HN3mepenue n3menennii ¢ nomoubio RSBQ (onpocHuka noBeaeHusi npu CHHAPOMe
PertTa)

BBeaenue

RSBQ — 3T0 mmpoko nmpu3HaHHBIA HHCTPYMEHT, 0100peHHbI FDA, KOTOpBIi 3aMOIHSIOT
OIICKYHBI IJI1 OUCHKH TAXKCCTU 3a6OHeBaHI/I}I )41 HGprOHOBGI[GH‘-IGCKHX CHUMIITOMOB.

b CDI/IKCI/IpyeT TAKECTb U HaCTOTY HCBPOJIOTHYCCKUX U ITOBCACHYCCKUX CUMIITOMOB B
IMHAPOKOM BO3paCTHOM JUAIIA30HC — OT MaJbIIIeH 10 B3pPOCJIbIX.

b I_IGHI/ITCH 3a IMPOCTOTY, COOTBETCTBUC OCHOBHBLIM IIPU3HAKaAM CHUHApPOMaA PetTa u cBs3b
C q)YHKIII/IOHaJILHI)IMI/I pe3ysibTaTaMu.

RSBQ: uTo oH usmepsier?

RSBQ — 3T0 BanuaHbli KOMIUIEKCHBIN MOKa3aTeNb, MIKala OLEHOK U3 45 MyHKTOB, KOTOPYIO
3aMOJIHSIOT OMEKYHBI JJIsI OLICHKH ps/iIa CAMIITOMOB IpH cUHApOoMe Perra:

e JIBIXAHWHC;

e  BOKaJHM3alUH (3BYKH, U3/1aBaeMbIe pEOEHKOM);

*  JBWKCHHS PYK WU CTCPEOTUINH (TIOBTOPSIOIINACCS ABUKCHHUS);
e MHMHKA (BBIPOKCHHE JINIIA);

e TIOBTOPSIONIEECS MOBEACHUE;

e  HampaBJICHHE B3IJISJIA;

* TIOBEJICHUE B HOYHOE BpEMSI;

*  HACTpOCHHE.

Yem HUKE 0BT — TEM JIydllle JUHAMHUKA (CHUKEHHe CUMIITOMOB).



Ton-5 3MOLMOHANBHBIX U NMOBEACHYECKUX NP00JIeM, BbISIBJCHHBIX OIIEKYHAMH B
0ob0oM ucciaenoBanun EL-PFDD, noaTBep:kaaoT 3Ha4YUMOCTh 00/1acTell CHMIITOMOB,
olleHHBaeMbIX ¢ momoiibio RSBQ:

1. HapymeHue KOMMYHUKAUWH/pedn:

o

MCTIOJB3YeT B3I Ul Iepeiayyl YyBCTB, ITOTPEOHOCTEN U JKEJIaHUH.

2. HapyumieHue ucnojib30BaHMsl PYK / MOBTOPAIOIIMECS ABUKEHHUS PYK:

O O O 0 O O 0O O O

HE UCIIOJIb3YET PYKH JUIS LICJICHAIPABICHHOIO 3aXBaTa IPEIMETOB;
JBYKEHUS PYK OIHOOOpa3Hbl U MOHOTOHHBI,

OTrpaHUYCHHBIN penepTryap ABUKEHUN PYK;

TPYJHOCTH C MPEKPAIICHUEM CTEPEOTUIIHBIX JBUKCHUN PYK;
MIOBTOPSIOLIUECS ABUKEHUS IaJIbLAMU BOKPYT A3bIKA;

TEH/IEHIUs CBOAUTH PYKH Nepe]l ToAOO0POIKOM UM IPYIbIO;

paHbI Ha pyKax U3-3a IIOBTOPSIOLIUXCS JBUKCHUM;

MOBTOPSIIOLIUECS IBHKEHUS pPyKaMU Ha PACCTOSHUU APYT OT APYyra;

BpeMs, 3aTPayrBaeMOe Ha pacCCMaTPUBAHUE MPEIMETOB, OOJIbIIIE, YeM Ha UX
yYAEpKaHUE WU MAHUITYJIUPOBAHUE.

3. MoOuabHOCTB / paBHOBeCHE:

o

o

XOTA MOXET CTOATh CaAMOCTOATCIIbHO, CKJIIOHCH OIMUPAThCA Ha NPECAMETHI NI
JIIONICH;
XOOuT C KECTKUMHU HOTaMHU.

4. HapymeHus IbIXaHMSA:

o O O O

o

OBIBAIOT MEPHUOBI TTTyOOKOT0 M YHAIIEHHOTO JbIXaHUS;
OBIBAIOT MEPHUOBI 3aEPKKH TbIXaHHUS;

MIPOTJIaThIBAET BO3AYX;

C CWJIOH BBITAJIKUBAET BO3AYX WIH CIIOHY U30 PTa;

YKUBOT HAIOJIHAETCS BO3AYXOM M MHOTJAa CTAHOBUTCS TBEPBIM.

5. DMounMoHAJBbHbIe/MOBeJeHYECKHE MPO0IeMBbI:

o

o

0 0O O 0O 0o O o0 O o o o

MepHObl OJIaBJICHHOCTH 0€3 BUIMMOM PUYHHBI;

HCTEPUYECKUN 114 B TEUECHUE JUIMTEIBHOIO BPEMEHH, KOTOPBIN HEBO3MOKHO
YCIIOKOUTB;

IPUCTYIIBI O€3yTEIIHOrO I1aya 0e3 BUAUMON MPUYUHBI B TEUEHUE JTHS;
MPUCTYIBI KPUKOB 0€3 BUAMMOM MPUYMHBI B TEUEHUE JIHS;

pe3Kue nepenaasl HACTPOCHHUS;

MEepUOAbl PA3APAKUTETLHOCTH 0€3 BUAUMOMN MPUUYNHBL;

IIPUCTYIIBI IBHOM TPEBOTM/CTpaxa B HE3HAKOMBIX CUTYallHsX;

MIPUCTYTIBI IAHUKH;

IPUCTYIIBI cMeXa 06€3 BUIMMOM NPUUYMHBI B TEUCHUE JIHS;

IIyTaeTcsl IPU PE3KUX U3MEHEHUAX MOJIOKEHUS TEIa;

MPUCTYIIBI KPUKOB 0€3 BUAMMON NPUYMHBI B HOUHOE BPEMS;

MPUCTYIBI cMeXa 0€3 BUJUMON IPUUMHBI B HOYHOE BPEMSI;

HPUCTYIIBI €3y TEIIHOrO Mi1aya 0e3 BUAMMOM MPUYMHBI B HOUHOE BPEMS;
pacKadnBaeTCs, €CJIM OTPAHUYUTD JBUKEHUS PYK.

Coxpamenns:

e RSBQ — ompocuuk noseaenus npu cunapome Perra (Rett Syndrome Behaviour
Questionnaire);

e  FDA — Ynpasnenue no KOHTpoJIo 3a npoaykramu u jgekapctBamu CIIA (Food and
Drug Administration);



e EL-PFDD — pa3pa6oTka 1eKapCTBEHHBIX CPEACTB C yUETOM UHTEPECOB MAI[IEHTOB
(Externally-Led Patient-Focused Drug Development).

1,2,3,4 cnang

OueHka n nHTepnpeTtaumsa pesynotatoB RSBQ (onpocHuka noBegeHus
npu cnHgpome PetTa)

e OmnexkyHbl JOKHBI OLIEHUTh, KAKWE XapaKTePUCTUKH MPOSIBIIAIOTCS y MallUeHTa B
HACTOALIUIT MOMEHT.
e [lynxTsl oleHuBaroTCs 1o 1mkaine ot 0 go 2, MmakcumainbHas cymma 6amnoB — 90.
o 0= Hesepno
o 1=YacTH4HO BEPHO MM HHOIA BEPHO
o 2 =CoBepuieHHO BEPHO WJIM YAaCTO BEPHO

IIpumep oueHku mo myHKTY 13: «INKU304AbI KPUKOB 0€3 BUAMMOM NPUYMHBI B HOYHOE
BpeMsi»

e ba3zosblii Bu3uT (Baseline Visit): kpuku HECKOJIBKO pa3 32 HOUb — OLIEHKA IO
RSBQ =2.

e Ilepsbiii Bu3uT nocJe Jedenus (First FU Visit): kpuku oqun pa3 3a Houb —
ounenka mo RSBQ =1.

e Bropoii Bu3uT nocJie jgedyenus (Second FU Visit): kpuku 3 pasza B Hegeno —
ounenka mo RSBQ =1.

YTo Takoe MUHUManbLHO KNUHUYEeCKM 3Haymmas pasHuua (MCID)?

MCID — 5T0 HauMeHbIIIee U3MEHEHUE KITMHUYIECKOTO MTOKa3aTelst, KOTOPOE MalueHTHI
BOCIPHUHUMAIOT KaK MOJIE3HOE U 3HAYMMOE, YTOOBI OMPaBAaTh U3MEHEHUE B JICUCHUH UITU
IJIaHE yXOo/a.

Baxuocts MCID:

e TIOMOTAeT OICHUTH KIIMHUYECCKYIO 3HAUUMOCTh HAOIF0JaeMbIX U3MEHEHUN (KaK JUIst
OTJICTTLHOTO TAIMEHTA, TaK W JJIsI TPYIIIHI);

e oTpaxaer MuOO MO3UIINIO MAIMeHTa, TUO0 Bpaya;

e Ha oneHKy MCID BiustOT UCXOJIHAS TAAKECTh CUMIITOMOB M MHAWBUIyaJIbHbIC
O0COOCHHOCTH 3/I0POBbSI B HCCJIEIyEMOU TPyTIIIE.

O630p nccnegoBaHus

[TpoBenén 00beNMHEHHBIN aHATN3 KITMHUYECKUX TAaHHBIX U3:

o muccienoBanus gasnl 2 RETT-002 (6-HenenpHOE TBOWHOE CIIETIOE
PaHJIOMU3UPOBAHHOE TUIAIE00-KOHTPOJIUPYEMOE HCCIICI0BAHNE);

o mucciaenoBanus ¢pa3sl 3 LAVENDER (12-HeaenbHoe qBOITHOE clienoe
PaHJIOMU3HPOBAHHOE TUIAIC00-KOHTPOIUPYEMOE HCCIICIOBAHNUE).



Heab: onenurs MCID g cymmapuoro 6amia RSBQ y nanueHToB ¢ cunapomom Petra.
YuyacTHHKH:

e wuccinegoBanne RETT-002 — 82 yyacTHUIIbI (KeHIINHBI);
e uccnegoBanue LAVENDER — 187 yyacTtHun (keHIIMH).

Metomosorus:

e s ouenku MCID ncnonib30Balin METO/, OCHOBAHHBIN Ha paclpeaeIeHUN
cTaHAapTHHIX oTKIOHEeHUH (SD) B 00eux rpynmnax jeuerus (RETT-002 u
LAVENDER);

*  HCIOJIb30BANIM CpeAHUi cymMmapHbii 6amt RSBQ Ha crapre u cpeHee n3MeHeHHe
OaytoB A1 pacyéTa nuamna3zona Bo3MokHbIX 3HaueHnid MCID (moporu 0,4 u 0,5 SD).

PesynbTathl oueHkn MCID no cymmapHsiMm 6annam RSBQ
(nccneposanus RETT-002 n LAVENDER)

RETT-002:

e 0a3oBblii cymmapHblii 6a11 RSBQ: cpeanee 3nauenue — 39,5 (SD = 11,83) ans
mane6o, 42,2 (SD = 10,99) nist tpodunernna; oobenuuénnoe SD = 11,39; MCID:
4,56 (0,4xSD) u 5,70 (0,5%SD);

e u3MeHeHHe 0a30BOro cyMmmapHoro 6aaia RSBQ depe3 6 Henesb: cpegnee
snauenne — —2,0 (SD = 6,92) nnsa mnane6o, —5,8 (SD = 8,99) nnsa tpoduneruaa;
oowenuuénnoe SD = 8,06; MCID: 3,23 (0,4xSD) u 4,03 (0,5%SD).

LAVENDER:

e 0a3zoBblii cymmaphblii 6a1 RSBQ: cpeanee 3nauenue — 44,5 (SD = 12,20) qis
mane6o, 43,7 (SD = 11,52) nyst podunernna; oobenuuénnoe SD = 11,87; MCID:
4,75 (0,4xSD) u 5,93 (0,5%SD);

* u3MeHeHMe 0a30BOro cymmapuoro o6auaia RSBQ 4depes 12 Hegesb: cpennee
snauenue — —1,7 (SD = 9,05) ms mnane6o, —5,1 (SD = 8,67) mis tpoduneruaa;
oowvenunénnoe SD = 8,87; MCID: 3,55 (0,4xSD) u 4,44 (0,5xSD).

BoiBoa: MCID miist cymmapuoro 6amna RSBQ B uccnenoBanusix RETT-002 u LAVENDER
OLIEHUBAETCS B THANa30He OT 3 10 6 0aJ110B.

Cokpamenus:

e  MCID — MUHUMAaJIbHO KIIMHUYECKH 3HaYUMasi Pa3HUIA;
e SD — cranzapTHOE OTKJIOHEHHUE.
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HozmarkombsTecs T IOMMoi
[Ipumep narueHTa ¢ «KIMHUYECKH 3HAYUMBIM PE3yJIbTaTOM»

IOmMma — 7-j1eTHAA 1eBo4YKa ¢ cuHapomoM Perra
PesyabTaThl: NpUMep KIMHMYECKH 3HAYMMOI0 HCX0a Y MAMEHTKH JMMBbI

1. CoBepuiaeT NOBTOPSIOIIMECH ABU/KCHHUS NAJTbIAMH BOKPYT SI3bIKa

1. Makes repetitive movements involving fingers around tongue

Caregiver reports frequent repetitive .
movements of fingers around her tongue After a few weeks, the episodes reduce to

about five times a day, four days a week three times a day, three days a week

Item Question Item Question Item Question
Makes repetitive movements Makes repetitive movements Makes repetitive movements
involving fingers around tongue involving fingers around tongue involving fingers around tongue
A 7-year-old with Responses Responses Responses
Rett syndrome
0 1 © 0

Nol true Somewhal or Often True Not true Somewhat or Often True
Somelimes Somelimes
True True

Not true Somewhal or Often True
Somelimes
True

On the RSBQ, this is scored a 2 On the RSBQ, the score is reduced to 1 On the RSBQ, the score remains 1

But improvement is observed

e OmekyH coo0IIaeT, 4To IMMa COBEPIIACT MOBTOPSIIONTUECS IBMKEHHUS MaIbIIaMU
BOKPYT sI3bIKa IPUMEPHO 5 pa3 B /ieHb, 4 THA B HeAeJI0.

e Yepes HECKOJIBKO HEAEIb KOJMYECTBO MU30J0B COKpaIiaercs 10 3 pa3 B iIeHb, 3
ITHS B HeeJI0.

e [lo3e yacTtoTa 3MU3040B CHUYKAETCS 0 2 pa3 B /IeHb, 2 IHA B HeJeJ10.

Onenka no onpocHuky RSBQ (onpocHuk noseaenus npu cuajapome Perra):
e U3uavanbHo: 2 6asna («Hacto BepHOY).
e [locne Hexoroporo Bpemenu: 1 6a («HacTUyHO BEPHO MIIM UHOTJA BEPHOY).
e B nanpueiimem: 1 6ai coxpaHsieTcs, HO yJay4llleHre HA0TH01aeTCs.

2. CoBepiaeT rpumMachbl pToM

e Hukakux usmeHeHui He 0TMeucHO; oneHka mo RSBQ ocraércst 6e3 u3amenennii —
2 daJuia.



3. CoBepuiaeT NOBTOPSIOLIMECS ABUKEHUSA A3BIKOM

Caregiver reports

once a day, two days a week

*

“repetitive tongue movements” about

After a few weeks, the “repetitive tongue

movements” worsened to two times a
day, three days a week

[ )
1
ﬁam Question \ @m Question
Makes repetitive tongue Makes repetitive tongue
movements movements
: Responses Responses
A 7-year-old with
Rett syndrome 0 1 . o 1
Not true Somewhat or Often True Not true Somewhat or
. Somelimes . Somelimes
True \ True

On the RSBQ, this is scored a 1

JieHb, 2 THSI B HeJeJI0.
JieHb, 3 THS B HeJeJI0.

Ouenka no RSBQ:

BEPHOY).

4. CoBepuiaeT rpuMachl JUIOM

\

Often True

>

0On the RSBQ, the score is increased to 2

N3navanbho: 1 621 («HacTHuHO BEPHO WIIM MHOTA BEPHOY).
[Tocne HEKOTOPOTro BpEMEHH: OLlEHKA YBeJIuYuBaeTcs 10 2 6auioB («Yacro

Caregiver reports

“grimacing face” expressions once a
day, two times a week

L

( )
£
ﬂzm Question \ @m Question
Makes grimacing expressions with Makes grimacing expressions with
face face
_ Responses Responses
A 7-year-old with
Rett syndrome o 1 . o 1
Not true Somewhat or Often True Not true Somewhat or
. Somelimes . Somelimes
\ True \ True

On the RSBQ, this is scored a 1

HEAeII0.

OmnekyH coo0ImIaeT 0 MOBTOPSIIOIINXCS IBHKEHUSAX A3BIKOM NpuMepHo 1 pa3 B

Yepe3 HECKOJIBKO HEJIENIb CUTYalus YXy/AIIAeTCsA: TBHKCHUS TIPOUCXOIST 2 pa3a B

After—afte_wwm,ﬂwmbeof

“grimacing face” expressions was

resolved

Often True

v 4

On the RSBQ, the score is reduced to 0

‘lepe3 HECKOJIBKO HEACIb TAKHE IMPOABJICHUSA IMOJTHOCTHIO HCYE3AI0T.

OmnekyH cooOmiaeT, 4yTo OMMa rpMMAacHUYaeT NpuMepHo 1 pa3 B AeHb, 2 pa3a B



Onenka mo RSBQ:

e M3uavampHo: 1 6a/ia («YacTHuHO BEPHO MM WHOTIA BEPHOY).
e Ilocne HEeKOTOPOTO BpeMEeHHU: OleHKa cHMkaeTcs 10 () 6annos («HeepHo»).

9,10,11,12

PE3YJIBTATBI

3HakoMbTeCHh ¢ IMMOM: MPUMeEP NANMEHTA ¢ KIMHUYECKH 3HAYUMBbIM HUCX010M

IoBTOpsiIOIIKECH NBUKeHUs LA (4 MIYHKTA)

Repetitive face movements with 4 items K200 scorc 8 CEm HeEd Toninsen
few weeks ago score score change

Makes repetitive movements involving fingers around tongue 2 1 1
Makes mouth grimaces 2 2 0
Makes repetitive tongue movements 1 2 -1
Makes grimacing expressions with face 2 0 2

_____________ =
I'a change of 3 or more shows a |

Lclinically meaningful outcome |

HpnMeqa}me: M3MEHeHHE Ha 3 Oaiuia uinu 6osee YKa3bIBACT Ha KIIMHUYCCKU 3HAYUMBbIH
ncxona.

BbIBO/IbI
Pe3rome

e OrO0T aHanu3 AA€T nepBoHavyaabHyto olleHKy MCID (MHHMMAJIbHO KIMHUYECKH
3HAYMMOM pa3Huubl) 11t 001mielt onenku o RSBQ, ucnonk3ys nanHbie u3
KIIMHUYECKOU TPOrpaMMBbl ¢ TPUMEHEHHUEM TPODUHETHIA.

e PesynpTarsl ucciaea0BaHMS MO3BOJISIIOT MIPEANON0XUTh, 4To MCID miis o0meit
ouieHku o RSBQ, ckopee Bcero, HaxXouTcs B [uamnas3oHe ot 3 10 6 0amios.

Hcrounuk: Sikirica MV u ap. [Toctep npencrasien Ha Konrpecce MexmyHapoaHOTO
obmecTBa (papMaKOIKOHOMHUKH M UCCIICAOBAHUM pe3ybTaToB JeueHus, 13—16 mas 2025 1.,
Mounpeainb, KBebek, Kanana.
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ACADIA
Pe3epBHble caaiiabl (Back-up slides)

Hcxoanbie nemorpadguyeckue 1anubie (Baseline demographics)

MokasaTent UccneposaHme RETT- UccnepoBaHue
002 (N=82) LAVENDER (N=187)
CpeaHun Bo3pacT
(cTaHgapTHOE OTKITOHEHME), 9,7 (3,4) 10,9 (4,6)
net
BospacTHble kaTeropun, n (%)
<10 net 52 (63%) 101 (54%)
> 10 net 30 (37%) 86 (46%)

Ba:xHoe npuMeyanue: 6e30MacHOCTh U 3PPEKTUBHOCTH MPUMEHEHHS TPOQUHETH A TIPH
cuHapome PerTa He yCTaHOBJIEHBI U HE 0100pEHbI HUKAKMMHU OpraHaMH 3/IpaBOOXPAaHEHUs B
Esporme.

PesyabTaTel (RESULTS)
BriBoasl (CONCLUSIONS)
Pe3rome (Summary)
e OmnpocHuk nosenenus npu cuaapome Perra (RSBQ) — 310 BanmaupoBaHHbIH
MHCTPYMEHT, 3aII0JIHAEMBIA ONIEKYHaMH, KOTOPBIN IIPU3HAH Y IIPABICHUEM 110
KOHTpOJIIO 3a ipoaykTtamu u jJekapctBamu CIIA (FDA) nist onieHKH OCHOBHBIX

CUMITOMOB cuHApoMa Perra.'
e PasnooOpasue nposiBneHuit cuaapoma Perra co3maér TpyITHOCTH KaK B KITMHUYECKUX

UCIIBITAHUSAX, TAK U B IIPAKTUKE, IOCKOJIbKY B OIIPEIEIEHHBIII MOMEHT BPEMEHHU MOTYT

JIOMUHHUPOBATH JIMIIb HECKOJIBKO CUMIITOMOB.'

e MuHuMaNbHO KIIMHUYECKH 3HauuMas paznuina (MCID) BaxkHa 111 HOHUMaHUs
KJIIMHUYECKOW 3HAYMMOCTH HaOII0JaeMbIX U3MEHEHUH — KaK Ha YPOBHE OT/ACIBHOTO
MalKeHTa, TaK U Ha YPOBHE IPYIIIbL.>

o KnmHndecku 3HauMMOE M3MEHEHHE B Oaax 1mo onpocHuky RSBQ — 310, Kak
MpaBUIIO, U3MEHEHHE Ha 3 1 O6onee 6aos, cornacHo onenkam MCID, monmydeHHbIM
B XOJI€ KPYITHBIX UCCIEIOBAaHMI.?

HUcTounuku:

1. Percy AK u ap. Front Pediatr. 2023:11:1229553.



2. Mishra B u gp. Ann Indian Acad Neurol. 2023;26:334-343.

3. Sikirica MV u ap. [Toctep npencrasien Ha Korrpecce MexmyHapo HOTO 00IecTBa
(hapMaKOPKOHOMHUKH M HCCIICIOBAaHUI Pe3ynbTaToB JiedeHus, 13—16 mas 2025 r.,
Mounpeans, KBeOek, Kanana (PT15).
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