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‘W) Check for updates

Coro3 neaunartpoB Poccun nundopmupyer
0 pa3melleHuu nepsoro penmsa MIKb-11

o3 neamnatpoB Poccun MHGOPMUPYET O pasmelleHnn

nepBoro penusa pyccKos3bl4HOW Bepcun Mexay-
HapoOAHOM CTaTUCTMYECKOW Krnaccudukaumnm 60/1e3HEN
M npo6nem, CBA3aHHbIX CO 3[0POBbEM, OAMHHAALATOrO
nepecmoTtpa — MKbB-11.

Mpurnawiaem NpUCOEAnHUTLCA K OOCYXKAEHUIO TEPMUHO-
NIOTUK (TEPMUHOB, WX OMpeaeneHu, CUHOHUMOB, KpPaTKOro

M MOJIHOTO YTOYHEHHOIO HaMMEHOBaHWK W [OMOSIHUTENbHOM
nudopmauum). NpeanoxeHnsa u/wnmn 3amevaHus HanpasnsgnTe
Ha agpec 3MeKTPOHHOM NoyThl selimzyanova@pediatr-russia.ru

ANs nocneaytoLwero npeacrtasnexHns 8 Muusapas Poccuun.
UcTo4HMK: https:;//www.pediatr-russia.ru/news/soyuz-
pediatrov-rossii-informiruet-o-razmeshchenii-pervogo-
reliza-mkb-11/

30-1 KoHrpecc MexayHapoaHou
neavaTpuyecKon accouuauyuum (IPA 2023)

20 no 25 ¢pepana 2023 r. B laHanHarape (M'yaxapar,

MHuans) coctosanca 30-n KoHrpecc MexayHapoaHon
neguatpuyeckon accounaunm (30th International Pediatric
Association Congress).

Poccuickyto generaymto, coctoswyto n3 30 cneumnanm-
CTOB, Bo3rnaBuia npe3unaeHT Cot3a negmaTtpoB Poccuun
Nleina HamasoBa-bapaHoBa. OTe4yecTBeHHble [eTCKue
Bpayv M3 pas3fiMYHbIX PErMOHOB Hallew CTpaHbl BbICTYMNK-
JIX C YCTHBIMUW M NOCTEPHLIMU AOKNAAAMU MO aKTyanbHbIM
BOMpocaM neauvaTpuu, anfieproformm M KINHUYECKON
UMMYHONOIMKU, UMMYHOMPOPUNAKTUKUN, PeaKUX 6one3Hen,
[IONOXUNN COBCTBEHHbIE pe3yNnbTaTbl HAy4YHbIX UCCNENo-

BaHMM, MONYYMBLUMX BbICOKYID OLEHKY B Xx04e o6cyxpae-
HUS.
B npenaBepun BaxHOro Meponpusatus B neavatpuu
19 dpeBpana 2023 . coctosancs Npe-koHrpecc «Katactpodbl,
CBSI3aHHblE C UBMEHEHWEM KNUMaTa, M 340POBbe AeTel: 60/b-
e, 4em Mbl AyMaem», B pamKax Kotoporo Jlenna Hama3soBa-
BapaHoBa BbicTynuna ¢ AokNagom «MHEKLMOHHbIE U pecnu-
paTopHble Npobnemsbl y AeTen npu KaTacTpodax, CBA3aHHbIX
C UBMEHEHMEM KnMaTar.
UcToyHuK: https;//www.pediatr-russia.ru/news/30-
kongress-mezhdunarodnoy-pediatricheskoy-assotsiatsii-
ipa-2023/

FDA oao6puao nepBbIK Npenapar
ANA neYyeHus nepBu4yHoro ummyHopedpuuyuta APDS

npaBAeHWe MO CaHWTapHOMY HaA30py 3a Kade-

CTBOM MMULLEBbIX MPOAYKTOB M MeAaukameHToB CLUA
(FDA) opo6puno nepsbiM npenapaT Aas nevyeHus peako-
ro reHetMyeckoro 3abofieBaHUS — CUHAPOMA aKTUBMU-
poBaHHOM ¢dochomMHO3NTUA-3-KMHA3bl Aenbta (Activated
phosphoinositide 3-kinase § syndrome; APDS).

JleHnonncmb, KOTopbIM OyaeT npoaaBaTbCs Moj TOpro-
BOM MapKoW Joenja, MOXHO 6yAeT UCcronb3oBaTb B Tepanunu
nauveHToB B Bo3pacTe oT 13 feT. [penapat sBaseTcs cenek-
TUBHBIM WMHIMOGUTOPOM (GOCHOUHO3UTUA-3-KMHA3bI AefibTa
B nepopanbHon dopme.

APDS npeactaBnsier cob6ov MepBUYHbIN MMMYHOIE-
dUumMT ¢ TAKenon numdonponudepaumnen, MHbOEKLUIMH
pecnupaTtopHOro TpakTa, repnecBUpyCHbIMU MHOEKLMAMM

n cneundu4ecKkMMmM MMMYHONOTMYECKUMU HapyLEHUSIMMU.
3aboneBaHne ABNSETCA PEAKMM M MoparkaeT NpUMEPHO
1-2 YyenoBeKa Ha MUTUOH.
0Opo6peHne FDA ocHOBaHO Ha AaHHbIX UCCe0BaHMUS, KOTO-
poe noKasaso, YTo npenapar nomoraeT nauMeHTaMm HopManu-
30BaTb QYHKUMM MMMyHHOM cucTeMbl. O6 3TOM CBUAETESNb-
CTBOBaNO 3Ha4uTENbHOE YBENMYEHME KonmyecTBa B-KneTok
W yMeHblUeHWe pa3mepa MMMPaTUYECKMX Y310B Y YHaCTHUKOB
nccnepgoBaHus. Cpean nNobGo4YHbIX 3DPEKTOB PUKCUPOBANUCH
rofioBHasi 60/1b, CUHYCUT M aTOMUYECKUIA AEPMATHT.
UctoyHuKn: https://pharmvestnik.ru/content/news/
FDA-odobrilo-pervyi-preparat-dlya-lecheniya-odnoi-iz-
raznovidnostei-immunodeficita.html?utm
https;//www.medscape.com/viewarticle/990117

FDA oao6pusio nepBoe neKapcTBo

OT cuHapoma PeTTa

npaBfieHWe No CaHWTapHOMY HaA30py 3a KavyecTBOM

nUWEBbLIX MPOAYKTOB W MeanKameHTtoB CLUA (FDA)
0f06puIo nepopanbHbin pacTBop TpoduHetuaa (Daybue,
Acadia Pharmaceuticals) B KayecTBe nepBOro cpeacrtsa

ONs nevyeHns cuHagpoma PeTTa y B3poChbiX U AeTen B BO3-
pacTe 2 neT u cTapuie.

CuHapoMm PeTTa gBNSeTCa peaKuM reHeTU4EeCKUM Hapy-
WEHNEM Pa3BUTUA HEPBHOM CUCTEMbI, CUMNTOMbI OGbIYHO
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nposiBNSIOTCS B BO3pacTe oT 6 o 18 Mec, Npu 3TOM Y Naum-
€HTOB HabnogaeTcs 6bICTPOe YXyALEeHWe COCTOSHUSA € NoTe-
pew MenKom MOTOPUKM U KOMMYHUKATUBHbIX HABbIKOB.

TpodurHeTMa nNpeacTaBnsaeT co60M CUHTETUHECKUIM aHa-
IO @aMWMHOKOHLEBOro TpUMEenTMaa WHCYIMHONOAOGHOrO
dakTopa pocta 1 (MPP-1), KOTOPLIN B €CTECTBEHHbIX YC/10-
BUSIX CUHTE3UPYeTCs B rosioBHOM Mo3re. MpenapaT npea-
Ha3Ha4yeH ONna fie4eHUss OCHOBHbIX CMMMTOMOB CHHAPOMA
PeTTa 3a c4yeT NOTEeHUManbHOro YMeHbLUEHMS HEMpoBOCNa-
JIEHUS U NOAAEPHKKM CUHANTUYECKOM QYHKLIUM.

OpobpeHune TpoduHeTHaa 6bIN0 NOATBEPKAEHO pPe3yib-
TataMn 6asoBoro uccnegosaHua ¢asbl Il LAVENDER,
B KOTOpOM uccnegoBann apOeKTUBHOCTb MU 6€30MacHOCTb
TpoduHeTHAa NO cCpaBHEHWUIO ¢ Nnauebo y 187 naumeHToK
¢ cuHagpomom PetTta B Bo3pacTe oT 5 go 20 ner.

B obwen cnoxHoctn 93 y4vacTHUKa OblM paHAo-
MW3WPOBaHbl AS19 MnepopanbHOro npuema TpoduHeTuaa
[Ba pasa B [eHb, a 94 yyacTHMKa nosy4anu nnauebo

B TeyeHue 12 Hen. Yepesd 12 Hea TpodbuHeTUa nNpo-
[EMOHCTPUPOBAN CTAaTUCTUYECKU 3HAYMMOE YNyylleHue
NoO CpaBHEHWID C MCXOAHbIM YPOBHEM MO CpPaBHEHWIO
€ Nnaue6o Kak no ONpPOCHUKY NOBEAEHUS NpPU CUHAPOME
Petta (RSBQ), Tak 1 no 7-6anibHON WKane obuwero Kau-
HM4YyecKoro BreyatneHusa-ynydweHus (CGl-1). MpenapaTt
TaK}e npes3owen nnauebo 4yepes 12 Heg No Kiwye-
BOW BTOPWYHOM KOHEYHOW TOYKE: COBOKYMHOMY 6Ganny
no LWKkanam o6WeHWA U CUMBOJIMYECKOrO MoBeaeHus,
npoduab pasBUTUS MAaJEHUEB W Manblllen 2-ro roga
wun3HU (CSBS-DP-IT Social) — wKane, no KoTopon nuua,
ocylecTBASOWME yX0a4, MOTYT paHO 3anoA03pUTb Yy Masbl-
wen passutme PAC.

Han6onee yactbiMu NO60YHbIMKU IDdEKTAMKU NPU Neve-
HUM TPpODUHETMAOM ObiNN AMapes 1 pBoTa. lodTn BCce 3TH
SIBIEHUS pacLLEHMBANIUCh KaK NIEFKUE UM YMEPEHHbIeE.

UcTouHuK: https:;//www.medscape.com/
viewarticle/989649

FDA oao6pujio nepBbiX Npenapar
ANA neyeHus atakcum Opuapenxa

npaBleHWEe MO CaHWTApHOMY HaA30py 3a Kaye-

CTBOM TMMULIEBLIX MPOAYKTOB M MeanKameHToB CLUA
(FDA) opo6puno omaBenoKkconoH (Skyclarys, Reata
Pharmaceuticals) — nepBbi npenapart 4ns nevyeHus Hen-
poaereHepaTMBHOINO paccTponcTBa atakcun Ppuaperixa
L4NS B3POC/bIX U MOAPOCTKOB B Bo3pacTe 16 neT u ctaple.

ATakcua Ppugpeinxa — KpanHe peaKoe HacneacTBeH-
HOoe HeWpogereHepaTuBHoe 3abonieBaHWe, OT KOTOPOro
cTpagatoT npumepHo 5000 yenosek B CLUA. Pacctponctso
06bI4HO AMarHoCcTMpyeTcs B NOAPOCTKOBOM BO3pacTe U CO
BPEMEHEM MOCTEMNEHHO YXyALIAETCS, Bbl3blBas Nporpeccu-
pylollee noparKeHne rosloBHOM0 M CrIMHHOIO MO3ra v nepwm-
pepryecKknx HepBOB.

Mpeabiaywme uccnegoBaHns MNPoOAEMOHCTPUPOBaAN,
4yTO nepefaya CUrHanoB saepHoro dakTtopa 3pUTPOUAHO-
ro npoucxoxpgeHusa 2, cBadaHHoro ¢ daxktopom 2 (Nrf2),
CUNbHO HapylleHa y NauMeHTOB C 3TUM PacCTPOMCTBOM.
OMaBeNOKCONOH SBNSETCSA akTuBaTopoM 6enka Nrf2, 3awu-
WwatkoLwero ot BocnaeHus.

Opob6peHne FDA 6bi10 NOATBEPXKAEHO pe3ynbTaTa-
MW PaHAOMM3UPOBAHHOrO [BOMHOrO cjAenoro nnaue-
60-KOHTPONIMPYEMOTO MCCNEefOBaHWS, BKJOYaBLIErO
103 naumeHTa C reHETUYECKM NOATBEPKAEHHON aTaKcuen
dpuapenxa n ncxogHbimmn 6annamMu No MoagndOULMPOBAH-

HOW pPenTUMHroBOM lWKane atakcmn Ppuapenxa (MFARS)
ot 20 po 80.

JleyeHne HOBbIM Nl€eKapCTBEHHLIM CPEACTBOM MpuBe-
/10 K CTaTUCTUYECKM 3HaYMMbIM 60Nee HU3KMM rnoKasare-
naMm mFARS, 4To O3HayaeT MeHbllee yXxy[leHWe COoCTo-
SIHWS, NO CpaBHEHWIO C Nnauebo Ha 48-i Hed. PasHuua
C NonpaBKoOM Ha nnaLebo Mexay AByMS rpyrnnamu coctaBu-
na -2,41 6anna (P = 0,0138).

MFARS — 3TO KNMHMYeCKas OLEeHKa, KoTopas u3amepsieT
nporpeccupoBaHue 3aboneBaHns, @ UMEHHO NI0TaHKE U peYb,
KOOPAMHALMIO BEPXHUX KOHEYHOCTEMN, KOOPAMHALMIO HUMKHUX
KOHEYHOCTEN M YCTOMYMBOCTb B BEPTUKATIbHOM MOIOXKEHUMN.

MauneHTbl, KOTOopble MPOAOIKANN JlIeHeHMe OMaBEeSOK-
COJIOHOM B paMKax OTKPbITOro NPoAJIeHUs Ha CPOK Ao 3 NeT,
nokasanu ny4ywue pesynbtatel N0 MFARS no cpaBHeHUIO
C COOTBETCTBYIOLLEN PYNNON NaLMeHTOB M3 UCCNefoBaHNs
€CTeCTBEHHOr0 Te4eHUs 60N1e3HW.

Haunbonee pacnpocTpaHeHHbIMU MOB0YHBbIMU b deKTaMu,
Hablo4aeMbIMU NPU TIEHEHUN, ABNAIOTCS MOBbILEHWE YPOBHS
pepmeHToB NneveHu (anaHMHamuHoTpaHchepasbl U acnapTa-
TaMWHOTpaHcdepasbl), FronoBHas 60sb, TOWHOTA, 60/1b B XKUBO-
Te, yTOMISieMOCTb, Anapes U CKeNeTHO-MblweyHas 60/b.

UcToYHUK: https;//www.medscape.com/
viewarticle/988938

Kom6GuHauua pa6padeHnd/TpameTuHuo
oaoOpeHa ANd NeYeHUs AeTCKOM rIMoMbl

npaBfieHWe MO CaHWTapHOMY HaA30py 3a KavyecTBOM

nULLIEBbLIX NPOAYKTOB W MeaukameHToB CLUA (FDA)
opobpuno pabpadeHn6 (TadbuHnap) ¢ TpamMeTUHUOOM
(MeKuHuCT) onga aeten B Bo3pacTte 1 roga v ctaplue, KoTo-
pbiM TPeBYETCH CUCTEMHOE fIeYEHME MMOM HU3KOMN CTEMEHMU
3/10Ka4yeCTBEHHOCTU ¢ MyTauunen BRAF V6OOE.

[MMOMbI HU3KOW CTEMNEHW 3/T0KAYECTBEHHOCTHU ABNSAIOTCS
Hanbonee pacnpocTpaHeHHbIMU OMYXOASMMU FOSIOBHOMO MO3-
ray geten. Mytaummn BRAF V60O npucytcTBytoT B 15-20%.

OHM cBsI3aHbl ¢ MeHee 6/1aronpUATHbIM OTBETOM Ha XMMMWO-
Tepanuio n 6onee HU3KOM BbIXMBAEMOCTbIO,

NabpadpeHnd/TpaMeTMHNO SBASETCA MEPBbIM CUCTEM-
HbIM MpenapatoMm, OJ06pPEHHbIM AN MepeaoBOn Tepanuu
HU3KO3/10Ka4eCTBEHHbIX AETCKUX IMTMOM C MyTaunen BRAF.

Kom6uHaumsa 6bina ogobpeHa B ntoHe 2022 1. 418 B3pocC-
NbIX U IeTEN C HEepe3eKTabeNbHbIMWU UK MeTacTaTUieCKUMM
connaHbiMu onyxonsimu ¢ myTtaumen BRAF VEGOOE, HO TO/IbKO
nocne npeablaywero nevyeHus.



