Ob6pasoBaTtenbHas OHNanH-KOHepeHUus

«Op(baHHble 3aboneBaHna 1 anUNencus: paHHAA ONarHOCTUKa

N NepcneKkTuBbl Tepannmn»
14 vitoHa 2023

((Opd)aHHble 3aboneBaHns 1 aNuUNencus: paHHAA OnarHOCTUKa U nepcrneKkTuBbl

Tepanun. [leHb 1»

11:00 - 11:10

Hauano tTpaHcnsaumm, oTkpbiTUe KOHDEPEHLMN, NPUBETCTBEHHOE CMOBO.

Mopepatop: benoycosa EneHa IMUTpmneBHa, OKTOP MEAULMHCKNX HaYK,
npodpeccop, 3acnyxeHHoln Bpad PO, 3aBeaytoas otgenom
NMCUXOHEBPOMOrNN N aNUNenTonorm Hay4yHo-nccnegoBaTenbCKoro
KNMUHWUYECKOro MHCTUTYTa negmatpum U AeTCKOW XUPYPrum UMeHu
akagemuka HO.E. Benbtuwesa rAa0y BO PHUMY um. H.U. MNMunporoea
MwuHsgpaBsa Poccun

11:10 - 11:45

Nekuna «AuddepeHumanbHbIM gnarHos dedbpunbHbIX Cyaopor:
Koraa neguartp AOMKEeH HAaCTOPOXKUTLCA. BOo3MOXHbIe reHeTu4Yeckue
CUHAPOMBI»

AHHOmauyus: Xopowo u3eecmHo, 4mo Kopomkue ¢hebpuribHbie cydopoau, ¢ 8bICOKOU
yacmomol ecmpeydarouuecs 8 demckol nonynsayuu, He accoyuuposaHbl ¢
HE8pPOJI02UYECKUMU U KOZHUMUBHbLIMU HapyweHuUsaMu. Hecmompsi Ha 3mo, rnpu HUx
cyujecmsyem He8bICOKUU pUCK paseumus anunerncuu. [pyeas cumyayusi ckrnadbieaemcs
npu gpebpunbHoM cmamyce — 8 medeHue 2-x iem y pebeHka ecmb 14% waHc pa3sumusi
anunencuu. Kpome ¢hebpunbHo2o cmamyca, neduampa u Heeposio2a makxe OO/KHbI
Hacmopoxums credyouwjue cumMnmomMsbi: GhoKarnbHbIl xapakmep ¢hebpuribHo20 npucmyna,
nosmop npucmyna 8 me4yeHue Cymok, Hamu4ue UCXOOHbIX He8POI02UYECKUX HapyweHuU y
pebenrka (AUI, 3adepxxka unu pezspecc rncuxopeyesozo U MOmMopHO20 pa3sumusi U
peuyegoeo pazsumusi). Bce amu ¢pakmopbl He MOrbKO Mo8bIWarm pUCK 803HUKHOBEHUST
anunerncuu, HO U Mo2ym CrlyXUmb MepebiMU CUMIMoMamMu peoOKUX 2eHemu4ecKux
CUHOPOMOB8 — 2eHemu4YeckoU anunerncuu/gebpurnbHbix cydopoea rnmoc u cuHopoma Lpase.
EcmecmeeHHO, 4Ymo makmuka 8e0eHuUs U JIe4eHUS MayueHmos 8 3mux KITUHUYECKUX
cumyauyusix pasiuyHabi.

B doknade 6yOym ompakeHbl Kpumepuu 0uaz2Ho3a npocmbiX U CIIOXHbIX hebpusibHbIX
npucmynoes u anunernculi ¢ hebpusibHbIMU NpucMynamu, a makxe 8orpockl mepanuu
3amux cocmosiHuU.

NekTop:

Benoycosa Enena AmutpresHa

[okTop MeguUMHCKMX HaykK, Npodeccop, 3aBeaytoLlasa oTaenom
NMCUXOHEBPOSIOTUN 1 3NunenTonorun Hay4yHo-ncenenoBaTenbCcKoro
KNMUHWUYECKOro MHCTUTYTA Negmuatpum U AeTCKON XUPYPrum UMeHn
akagemuka HO.E. Benbtuwesa ®rA0yY BO PHUMY um. H.A. MNMnporoea
Mwunagpasa Poccun

11:45-11:55

Ounckyceusa

11:55 -12:00

MepepbiB

12:00 - 12:35

Nekuna «CoBpeMeHHaa gMarHocTMKa HacnencTBeHHbIX 6one3Hen
HEePBHOW CUCTEMbI»

AHHOmMauus: B nekyuu oceewaromesi nodxookl K 2eHemu4yeckol Oua2HOCMUKe 8
Hegposoauu. PaccmMompeHs! Krirovesble Memodbi obcriedosaHull, cpagHeHUe
803MOXXHOCMeU pa3Hbix dua2HOCMU4YeCcKUx Memodos, KIUHUYeCcKue pekomeHdayuu onsi
rposedeHus YumoaeHemu4ecKo20 U MOJIEKYISIPHO-2eHeMUYeCcKo20 uccriedosaHus. Takxe
npedcmaesneHbl HeKomopble pedkue HacrnedcmeeHHble CUHOpoMbI, mpebyroujue

crieyugbuydeckux duazHOCMUYeCKUX Mecmoe U KIIUHUYECKOU HacmopOoXeHHOCMU.

JlekTop:
Lapkos ApTém AnekceeBuny




Bpau-HeBporor, Hay4HbI COTPYAHWK OTAEena NCMXOHEBPOrornm n
anunenTonorum HayyHo-uccneaoBaTenbCKoro KMMHUYECKOro MHCTUTYTa
neanaTpumn n AeTCKon xmpyprum umenn akagemuvka HO.E. BenbTuwiena
OrAQY BO PHUMY um. H.W. Muporosa Munagpasa Poccuu;
pykoBoamuTenb HeBponoruyeckoro HanpasneHna ML «'eHomen»

12:35 -12:45

Iunckyccus

12:45 -12:50

[NepepbiB

12:50 - 13:25

Nekuua «CuHapom Petta. OCHOBHbIE ANArHOCTUYECKUE KPpUTEPUN»

AHHOMauus: B nekyuu ocgewaromces Kroyeable acrnekmsl nepsuyHol duazHocmuKku cuHOpoma
Pemma. lNModpobHo npedcmasneHa duasHocmuka munu4YHOU U amurnuyHbix ¢popm cuHOpoma Pemma.
PaccmompeHbi cmaduliHocmb MeYeHUs, KIouesble KITUHUYeCKUEe MPOosisrieHuUs], 803MOXHOCMb
pa3sumus u meyeHue snuserncuu npu 3mom 3abonesaHuu. Takxe npedcmasiieHbl OCHO8HbIe
10dxodbI K 8edeHut0 NayueHmos U pekomeHoayuu K peabunumayuoHHbIM MEPONPUSMUSIM.

JlekTop:

lNnBoBapoBa AnekcaHgpa MuxannosHa

Kanguoat MmeguuuHCKMX Hayk, Bpay-HeBpOor, aNUnNenTornor, CTapLummn
Hay4HbIN COTPYOHWUK OTAENa NCUXOHEBPONOrMKn 1 anunenTtonorun Hay4yHo-
nccneaoBaTeNbCKOro KNMHUYECKOrO MHCTUTYTa NeamaTpun n OeTCKon
xnpyprmum nmenn akagemuka HO.E. Benbtuwesa ®rAOY BO PHUMY um.
H.A. Muporosa MuHsgpasa Poccun

13:25 -13:35

Iunckyccus

13:35-13:40

MepepbiB

13:40 - 14:15

Nekuna «CDKL5-3Huedanonatna»

AHHOmauus: B nekyuu oceewaemcsi npobriema paHHUX sHueghanonamudl passumus u
3MUNenmuYeckux ¢ Mno3uyuu MoseKynspHo-eeHemuyeckol OuagHOCMUKU, C aKUeHMoM Ha
paccmpolicmea, accoyuuposaHHbie ¢ 2eHom CDKL5. CDKL5 exodum e rnsimb Haubosiee 4yacmo
8cmpeyvaroLUXcsl 2eH08, aCCOUUUPOBaHHbIX C 3MUIENmMUYeCKUMU SHUeganonamusimu.
PaccmompeHsbi Ktodesble KnuHudeckue rnposieneHuss CDKL5-aHuyegbanonamuu, obnesdyarowue
AughpepeHyuanbHyto duazHOCMUKY, a makxe cospemMeHHble Mo0xXodbl K 2eHomur-
OpUEHMUPOBAHHOMY IEYEHUIO, 8 MOM HUC/IE Namo2eHemu4ecKomy.

NekTop:

LWapkos ApTém AnekceeBu4

Bpau-HeBpornor, Hay4YHbIn COTPYAHWUK OTAena NCMXOHEBPONOrnn 1
anunenTonorun HayyHo-uccrneaoBaTenbCKoro KMMHUYECKOro MHCTUTYTa
neguaTpumn n OeTCKOM Xnpyprum nmeHn akagemuka HO.E. BenbTuuwesa
OIrAQY BO PHUMY um. H.W. Muporosa Munagpasa Poccuu;
pykoBoauTerb HeBponornyeckoro HanpaeneHua ML «"'eHomen»

14:15 - 14:25

Anckyccus

14:25 — 14:30

MoaseneHne NToros AHA




15 noHa 2023

«Op(*)aHHble 3aboneBaHns 1 aNUNencus: pPaHHAA OnarHoCTuKa 1 nepcneKkTuBbl

Tepanun. [leHb 2»

11:00 - 11:10

Hauano tTpaHcnsaumm, oTkpbiTUe KOHDEPEHLMN, NPUBETCTBEHHOE CMOBO.

MopepaTtop: benoycosa EneHa IMuTpueBHa, AOKTOP MeOULIMHCKUX HayK,
npodpeccop, 3acnyxeHHoln Bpad PO, 3aBeaytoas otgenom
NMCUXOHEBPONOrnn N anunenTonorum Hay4yHo-nccnegoBaTenbCKoro
KMMHWYECKOrO MHCTUTYTa NeanaTpumn n AeTCKOM XMPYPrum UMeHn
akagemuka HO.E. Benbtnwesa rAOY BO PHUMY um. H.W. MNMuporoea
Mwun3gpasa Poccun

11:10-11:45

Nekuma «3nunencus Kak rpo3Hoe nposierieHne runodocdarasmm»

AHHomauyus: Cydopoau — xu3Heyepoxarowuli npu3Hak HacrnedcmeeHHO20 HapyWeHuUsI
MuHeparnbHo20 0bmeHa — aunogocghamasuu. B nekyuu 6ydym paccmompeHbi amuornioausi
eunoghocchamasuu, namoeeHes 3aboresaHusi, MexaHU3M pa3sumusi cyoopoe,
ocobeHHocmu eedeHusi 0emeli ¢ 0aHHbIM 3abonegaHUeM, 8 MOM Yucrie
rnamoeeHemuyeckasi hepMeHmo3amecmumesibHasi meparusi.

NekTop:

BouHoBa Buktopus FOpbesHa

[OKTOp MeOUUMHCKNX HayK, KINMHUYECKNA FreHETUK, 3aMeCcTUTeSb
AvpekTopa no TpaHCNALMOHHON MeguumHe, 3aBeayowas kadeapon
obwen n meguunHckon reHeTnkn MB®, rmaBHbIV HAYYHbIA COTPYAHMK
oTAena KnuHUYeCcKom reHeTukn HaydHo-nccnenoBatenbCcKoro
KIMUHWUYECKOro MHCTUTYTA Negmatpum U AETCKOW XUPYPIrn UMEHN
akagemuka HO.E. Benbtuwesa PrAOY BO PHUMY um. H.W. Muporosa
M3 PO

11:45-11:55

Iunckyccus

11:55-12:00

lNepepbiB

12:00 - 12:35

Nekuna «Tybepo3HbIN cKnepo3. PaHHAA AnarHOCTMKa, NpeBeHTUBHasA
Tepanus 3NUnencum u BO3MOXHOCTU JIeYEeHUA OCNOXKHEHUN»

AHHomauyusi: Tybepo3sHnili ckrnepos (TC) — nonucucmemMHoe, eeHemu4YecKu
demepmuHUposaHHoe 3abonesaHue. Pocm onyxonel u ¢hapmakope3ucmeHmHasi
3MUnencus 8SIMC MSKENbIMU OCIOXHEHUsIMU TC, Komopble Mo2ym rpueodums K
uHeanuousayuu nayueHmos. JuasHocmuka TC He npedcmaessissiemcsi C/I0XHOU, ecriu epay
umeem yemkue rpedcmasneHusi 0 e20 KIIUHUYECKUX NposienieHuUsix. B Hacmosiwee spemsi
B803MOXHa npeHamarsbHass QuazHocmuka 3abonegaHusi. PaHHsis1 QuazHocmuka TC
rnossonsem npedomepamums 0ebrom anuserncuu 8 rnepssie dea 2o0a xu3Hu pebeHka. B
doknade bydym npedcmaessieHbl OaHHbIE O COBPEMEHHbIX B03MOXHOCMSIX JIEYEHUS
ocnoxHeHul TC, 8 mom qucne ghapmakope3ucmeHmMHOU snunencuu.

JlekTop:

HopodeeBa MapuHa FOpbeBHa

Kangugat meguumnHCKMX Hayk, HEBPOOr-anunenTonor, BeAyLWnii HayYHbln
COTPYAOHWK OTAena NCUXoHeBPOornM 1 anunentonorum Hay4Ho-
ncecnenoBaTenbCKOro KMMHNYECKOro MHCTUTYTa neanaTpum u 4eTCKON
xvpyprum umenmn akagemumka tO.E. Benbtuwesa ®rA0Y BO PHAMY nm.
H.N. MNMuporoea M3 P®, pykosoauTtens LieHTpa dakomaTosos

12:35 -12:45

Ounckyccus

12:45 - 12:50

MepepbiB

12:50 — 13:25

Nekuyna «Henpodmbpomartos 1-ro Tuna:
Aepmaronornyeckue nposieneHus, aucddepeHumanbHbI AUarHo3»




AHHOmauyus: Kopu4Hesbie nsimHa, ebisensieMble y 60nbuwo20 qucria 300poebix demed,
eMecme ¢ mem Mo2ym bbimb CUMMIMOMOM Cepbe3HbIXx 0buwux 3aboneeaHul, 8 rnepsyro
o4yepeldb Helipoghubpomamosa. [Npu no30Heli duazHoCMuKe Moxem bbimb yryUueHO 8peMs
0ns Ha3HadyeHuUs mepanuu, rnpedomsepawarowel msxesnsie rnocrnedcmeusi 3abosniesaHus.
l'unepduazHocmuka sedem K cyu,ecmeeHHoOMy cmpeccy podumernel nayueHma.

B nekyuu 6ydym paccmompeHb 0epmamorio2udeckue usMeHeHus (KogelHbie

nsamHa), aensouuecss 00HUM U3 Kpumepues duasHocmuku Helipogpubpomamoasa,
Oepmamoriozaudeckue u obujue 3abosiegaHusi, ¢ KOMoOpPbIMU HE06X0OUMO
oughgbepeHyuposamp no0obHbIe UBMEHEHUST KOXU pebeHKa.

ABTOpbI: BopoHnHa Bepa PamoBHa, NMBoBapoBa AnekcaHapa
MwuxannosHa

JlekTop

BopoHuHa Bepa PamoBHa

KaHampat meguumHCKuX Hayk, Bpad-gepmaTtoBeHepornor HayyHo-
nccneaoBaTeNbCKOro KNMHMYECKOrO MHCTUTYTa NeanaTpumn n OeTCKom
xupyprum umeHn akagemuka HO.E. Benbtuwesa ®rAOY BO PHAMY um.
H.A. NMuporosa M3 P®, pykoBoAUTENb HaNpaBreHus 4epMaTosiorum
KnuHukn «PacceeT»

13:25-13:35

Avckyccus

13:35 -13:40

lNepepbiB

13:40 - 14:15

Nekuunsa «Kak Bpayy 3anoao3puTb CUHAPOM AHrenibMaHa»

AHHomauyus: CuHOpom AHeernbMmaHa — pedkoe HelipoeeHemu4veckoe 3aboresaHue,
Komopoe 8bi3gaHo nomepel yHKyuu 2eHa UBE3A e 15-U xpomocome, rnosydeHHou om
mamepu. lNocmaHoeky duaeHo3a cuHOpoma AHeeribMaHa 3ampyOHsiem cxo0cmeo e2o
KIMUHUYeCKuX rposieneHuli ¢ dpyaumu 3aborniesaHusiMu HeP8HOU cucmeMbl, 8 MOM Hucrie
006ycrnoeneHHbIMU HacnedcmeeHHbIMU HapyuleHUsMU obMeHa eeuecms U pasinudHbIMU
XPOMOCOMHbIMU aHOManusMu. B pside criyyaee 0emu ¢ cuHOpomMom AHeernibMaHa
onumernbHo Habsodaromcesi neduampamu, Hesposioeamu ¢ duazHo3zamu LI,
amoHuYyecku-acmamu4eckasi ¢hoopma, anunercus. B mo xe epemsi 3HaHuUe KIUHUYECKUX
ocobeHHocmel cuHOpoma AHeernibMaHa 0aem 803MOXHOCmMb bonee paHHe20
ycmaHoerieHuUs1 duazHo3a, KOmopoe 8 Hacmosiwee 8peMsi CmaHo8UMCs akmyarnbHoU
3adayell, 8 C8513U C UHMEHCUBHbIMU U3bICKaHUSMU 8 obnacmu eeHHoU mepanuu
3abornesaHusi. B doknade 6ydym paccmompeHbl Mexx0yHapoOHbIe KITUHUYeCKUe Kpumepuu
cuHOpoma AHzerilbMaHa ¢ akueHmom Ha Haubornee paHHuUe KINUHUKO-O3I nposieneHus.

JlekTop

"opuxaHoBa 3apeTa KasbynaTtoBHa

Kangupat meguumnHcKnx Hayk, Bpay-HeBponor kabuHeTa Buaeo-3390
MOHWUTOPUWHIa OTAENEHNsI MCUXOHEBPONorun HayyHo-nccnegoBaTenbCcKoro
KMMHUYECKOrO MHCTUTYTa NeanaTpumn n AeTCKOW XMPYPrum UMeHN
akagemuka HO.E. Benbtuwesa ®rA0yY BO PHUMY um. H.U. MNMnporoea
M3 P®

14:15 -14:25

Ounckyceusa

14:25 - 14:30

MoaseneHne UToros AHSA




