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Heinpodunbpomaros 1-ro Tuna u ero 0CNoOXXHeHUe —
nnekcudopmHblie HelMponOpPoMmbl

Heidipogubpomamo3s 1-eo muna — 00Ho u3 Haubosee pacnpocmMpaHeHHbIX cpedu peoKUX HacaedCmeeHHbIX HelUPOKONCHbIX
3abonesanuil, ecmpeuarouieecs  nonyaauuu ¢ yacmomoti 1:2000—3000 nosoposcdenusix. B PD exncecodno poxcdaemces 0Kk0410
530 demeii ¢ smoii namosnoeuetii. Y 30—50 % u3z nux moeym noseumucs naexcugopmuvie Hetipoguopomot. B 85—90 % cayuaes
makue onyxoau Heonepabenvhul, U Ooaee YeM 6 NOA0GUHE CAYHAe8 OHU CHOCOOHbI NPUBOOUMb K CEPbE3HBIM OCAONCHEHUAM.
Banpene 2019 . 6 CIIIA, a 6 nosabpe 2021 2. u 6 Hawell cmpare Obin 3ape2UcmMpUpo8aH Nepabslil 8 Mupe mapeemublii npenapam
04151 AeHeHUsI CUMPIOMAMU4ecKUx HeonepadenbHbix naeKcugQopmHbIxX Helipogubpom npu Hetipoghuobpomamose 1-eo muna y demeii
cmapuie 3 aem. [lodpobHee 0 naekcughopmubix HelipoduOPOMax u ome4ecmeeHHOM Onbime NPUMEHEHUs. MapeemHol mepanuu

Y o o 1% *
Y Oemell ¢ 0anHoi hamoaoeueil pacckaszana 8 ceoell AeKuyuu Heeponoe-snusenmonoe, k.m.H. M. FO. Jlopogeesa .

NepBble ynoMuHaHusA o Heitpochubpomarose

1 3a601eBaeMoCTb

— Hetipodpuodpomarossr (HP) — 310 rpyrima HacmencT-
BEHHBIX 3a00eBaHmii, — pacckazana M.I1O. Jlopodeesa, —
XapaKTePU3YIOIINXCSI MHOXECTBEHHBIMU TOOPOKAYECT-
BEHHBIMU U peXe 3JI0KAYeCTBEHHBIMU ONYXOJSIMU
LICHTpaJbHON M NepudeprndeckKoil HEPBHOM CHCTEMBI.
C 2016 . aTa rpynna 3a00JeBaHMi pa3aeseTcss Ha 3 HO-
3os1oruu: Heiipocuopomaros 1-ro Tuma (HP1), HD 2-ro tu-
nma ¥ mBaHHoMmaTo3. H® orHocaTca kK dakomMarosam,
WM HEHPOKOXHBIM CHHIPOMaM, TaK KakK OOJIBIIMHCTBO
KIIMHUYECKUX IIPOSBICHUM 3aTparuBalOT TKAaHU HEUPO-
SKTOIEPMAaILHOTO ITporcXoxXaeHNsT. CeromHst Mbl OOCYIUM
IIePBYIO TPYIIIY 3TUX 3a00JICBaHMUIA.

Ynomunanue o nepBom cinydae H® mpo3Byuaro eiie
B XIII Beke B ABctpuu. Ilepsas xe «Mcropust 60JbHOTO
C HEOOBIYHO 0e300pa3HOM KOXeli», T. €. HAyYHOe OIMCaHUe
nauneHTa, crpagatomero H®, mpunamiesxxut Bunbreasmy
Tune3nycy ¢oH TuneHay, HEeMEIIKOMY €CTeCTBOMCIILITATE -
JI10 U Bpauy, wieHy [leTepOyprckoit akageMuu HayK U Cy-
JIOBOMY JIOKTOPY B OTPSIIE, COBEPIIMBIIEM ITOI KOMaHIOM
KpyseHiurepHa jereHIapHylO «pyCCKYIO KPYTrOCBETKY»
1803—1806 rr.

Cewmeiinniii cyvyaii H® BriepBbie onncan Pymonbd
BupxoB B 1857 1., a yepe3 5 JieT ero ydeHUK M COOTEeUYEeCT-
BEeHHUK, T1atojoroaHaroM @puapux ¢oH PexnmHrxayseH
B cBoeit mybmuKanmm «MHOXeCTBeHHbIE HEMPOGhHOPOMBI
KOXMW U UX CBSI3b C MHOXKECTBEHHBIMU HEBPOMaMU» BbIIIE-
ymn HO kak otnenbHoe 3a001eBaHue. B HacTosIee BpeMst

B3aMEH ycTapeBILero Ha3paHus «00Jie3Hb PekimHrxay3eHa»
HCTIOJIb3YeTCsI TEPMUH «HeiipodrdpomaTo3 1-1o THIIa».

Yacrota 3a6oneBaemoct H®1 He oTnyaercs B pas-
HBIX TeorpaUIeCKNX PeTHOHAX U STHUYECKMX I'PYIIIax.
KeHIIMHBI 1 My>k4nHBI 60oJieroT HP 1 oprHaKoBO YacTo.
Bbonesns ManubecTupyeT B paHHEM IETCTBE U IIPOrpec-
CHpYeT B TCUCHUE KU3HMU.

MocnepcTBua mytauuu reda NF1

— H®D1 aBnsercs, — pacckazana Mapuna FOpseBHa, —
ayTOCOMHO-IOMWHAHTHBIM 3200JIeBaHHEM C ITOJTHOM IIe-
HETPAHTHOCTBIO U BBICOKOW YaCTOTOW BO3ZHUKHOBEHUS
HOBBIX MyTanuii. Puck poxnenunst pedbenka ¢ HO1 y 60ib-
HOro 4ejioBeka coctanisiet 50 %. B To xe BpeMst mpumep-
HO 50 % ciy4aeB 3a00JieBaHUS MIPEACTABIISIIOT IPUOOpE-
TEHHBIC MYTallNH.

— Oo0cyxmaeMast HaMu 00JIe3Hb, — TIPOAOJIKUIA Py-
koBoauresib MenepaibHOTO LIeHTpa (haKOMATO30B, — BbI-
3pIBaeTCst MyTauueii B reHe NFI. Ien NFI pacrionaraercs
Ha JUIMHHOM Iliedye XpoMocoMbl 17. B HeMm comepkuTcs
nHOOpPMAINS, OIIPEeaeISTIONIask CHHTE3 OMHOTIO U3 COCTaB-
JISIONIVX MUEJIMH TJIMKOIIPOTenHa — Oejika Helipoguopo-
muHa. [en NFI skcrnipeccupyeTcsl BO BCeX TKaHSIX opra-
HH3Ma, OJHAKO HaMWOOJBIIMI YpOBEHb B3KCIIPECCHUU
OTMEYEH B KJIETKaX HEPBHOI CUCTEMBI, MO3TOBOTO BEIIlE-
CTBa HAATIOYCYHUKOB, JICHKOILIMTAX U MY>KCKHX ITOJIOBBIX
opraHax.

ITpu HPD1 B nokyce 17-i1 XpoMOCOMBI OTMEUYEHHI Ca-
MBbI€E Pa3HbIE MyTALIMU U TIEPECTPOIKHU, TTprueM Ooosee 80 %

*Mapuna FOpveena Jlopogheesa — eedyuuii 6 Hawieii cmpane cneyuanucm no HelipoguGpomamo3sy u opyeum gaxomamosam. Ona 60321a6-
asem Pedepanvhblil yermp axkomamosos, a Helipoguopomamos 1-eo muna omuocumcst UMEHHO K 35moii epynne namoaoeuii. Llenmp oeit-
cmeyem 6 pamkax Hayuno-uccaedosamenvckoeo kaunuueckoeo uncmumyma neduampuu u demckoi xupypeuu um. akao. fO.E. Beavmu-
wesa ¢ cocmagse PIAOY BO «Poccuiickuli HayuoHaavHulil uccaedogamensckuil meduyunckuil ynueepcumem um. H.HU. [lupoeosa»
Munszdpasa Poccuu.
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U3 HUX BEAYT K OMHOMY M TOMY XK€ Pe3yJIbTaTy: HauMHaeT-
CsI CMHTE3 He(PYHKIIMOHAIBHOTO «YCEUYEHHOTO» OeJIKa JIN-
00 TpaHCKPUIMLIMS BOOOIE IMpeKpallaeTcs.

HeiipodubpoMuH — HUTOMIa3MaTUYSCKUN OEJIOK.
OpnHa M3 MHOTHX ero (OYHKIIMI — MHAKTUBAIUS ITyTeM
nepeBoja B HeaKTUBHYIO (popmy Oenka-npoMoropa RAS,
KOTOPBIH B CBOIO OYEpPElb YUaCTBYET B PETYJISILIMU POCTA,
mpoaudepalyi 1 MATPAIIAN KJIETOK.

Ien NFI sBasieTcst OMHUM M3 OCHOBHBIX T€HOB — CY-
MPECCOPOB OITyXOJIEBOT0 POCTA IJISI IPUMEPHO MTOJIOBUHBI
TKaHel opraHn3Ma — 1 B IEPBYIO OYEPEab TKAHEH HEMPO-
SKTOAEPMAIBHOTO IIPOMCXOXKICHUS, IIPOJUepaIns KO-
TOPBIX U KOHTPOJIMPYeTCsT cucTeMoit RAS.

Ho 6enku RAS He equHCTBEHHbBIE YYaCTHUKY JAHHO-
IO CUTHAJIbHOTO MyTy. Ero nmosiHoe Ha3BaHUe — «CUTHAaJIb-
He1ii myTh Ras-Raf~-MEK-ERK», 1 oH nipeacraBiser co-
0Olf 1LIeMOYKY MNPOTEMHKMHA3HbIX OEJIKOB, KOTOpas
nepenaeT CUTHajl OT peLenTopa Ha MOBEPXHOCTU KJIETKU
B ee supo K JIHK. AkTuBauus 3Toro 1yt HauMHaeTcsl,
KOTIJla CUTHaJIbHAs1 MOJIEKYJIa CBSI3bIBAETCS C PELIENTOPOM
Ha TOBEePXHOCTU KJIeTKM, U 3aKaHuuBaeTcs, Korga JJHK
B sIIpe BKCIIpeccupyeT OeJIKM, BbI3bIBAIOLIME KJIETOUHOE
JeJICHUE.

Mytauust reHa NFI IpUBOIUT K CUHTE3y aHOMAJIbHOTO
HelipouOpoMrHa WM MPEKPaAILEHNUIO BBIPAOOTKU 3TOTO
0eJIKa-OHKOCYIIpeccopa, U3-3a Yero Hapy1LaeTCsl pErysiuys
curHanbHoro yti Ras-Raf-MEK-ERK 1 HaunHaeTcs He-
KOHTpPOJIMpyeMasi mpordepamst KJICTOK.

— IIpu noBpexnenuu reHa NF1 B OmHOI U3 XpOMOCOM
17-1 mapbl, — yTOYHMWIA 3KCHEPT, — TOJILKO MOJIOBMHA CUH-
TEe3UPYeMOro HeiporOpOMMHA CTAHOBUTCS Ae(DEKTHOIA.
B pesynbrate otMeyaeTcsi CMelIeHMe paBHOBECHSI pOCTa Kiie-
TOK B CTOpOHY ITposdepary. OTHAKO OCTaBIIUICS HEIT0-
BPEXIEHHBIM aJUTENbHBIN (HAXOASIIMIACS B TAPHOI XpOMO-
come) reH NFI ellle mpogomkaeT CUHTE3 HOPMaJIbHOTO
HeitpopubpomuHa. Torna BOZHMKAIOT 10OpOKaYeCTBEHHBIE
HOBOOOpa3oBaHusl. BeipaxkeHHOCTb KITMHUYECKUX IPOSIBIIE-
Huit HD1 onpenensieTcss COCTOSTHMEM OOILIETO MPOTUBOOITY-
XOJIEBOTO UMMYHUTETA U MOXET BapbMpPOBaTh B LIMPOKUX
npeaenax. Ho Bce xxe peys ele uaet o 106poKauyeCcTBEHHOM
OITyXOJIM. A BOT B C/Iydae yTpaThl BCICACTBUME MyTallMK Map-
HOTO aJIJIeJIbHOTO HOpMaJibHOro reHa NF 1 HaunHaeTcs Oyp-
HBI HEKOHTPOJIMPYEMBIIA POCT KJIETOK.

KnuHuyeckue nposasneHus Heitpoubpomarosa

1-ro Tuna

— OmnpenensiomuM nmpuzHakomM HP1, — momuepkHy-
JIa 9KCIEPT, — SIBJISIOTCS TOOPOKAaYeCTBEHHBIC OITYXOJIN
HEPBHOI CUCTEMBI, pacTyIlue U3 000JI09eK ITepudepude-
CKMX HEPBOB, — HelipodrOpoMbI (KOXKHBIE, TTOJKOKHBIE
u wiekcudopMHbie). Ho mockoibKy 6er1ok Heitpodropo-
MHH, HOpMaJibHas (PYHKIIMS KOTOPOTO HapylleHa MpHu
JTAaHHOM 3a00JIeBaHMH, B TEJIC YEJI0BeKA BBICTYIIACT B POJIN
OYKBaJIbHO «MacTepa Ha BCe PyKW», KIIMHUYECKUE IIPOSIB-
nenust HO1 kacaiorcs He TOIBKO HEPBHOM CUCTEMBI,

HO U ApYruX cucteM opraHnusma. [loatomy Mbl Beerna noj-
yepkuBaeM, 4To HP1 gBisgeTcss monmcucTeMHBIM 3a00J1e-
BaHUEM.

K xoxubIM niposiBienussM HP1 oTHOCSATCSI TUTIEPITUT-
MEHTUPOBAaHHEIE IISITHA LIBETa «KO(hE C MOJIOKOM», TISITHA
IO TUITy BECHYIIIEK B HETUITMYHBIX MeCTax (ITOIMBIIIKH,
I1ax, IO IPYAbI0); K 0D TaTbMOJIOTMYECKUM ITPU3HAKAM —
[JIMOMBI 3pUTEJIBHOTO HEPBa, KOTOPHIE C POCTOM MOTYT
MIPUBECTH K HAPYIICHUSIM 3pEHUS BIUIOTH O CJICTIOTHI,
1 y3enaku JIuia (raMmapToOMBbI pamy>KHOil 000JI0UKN).

— DnuIenTruIecKre MPUCTYIIBI, — paccKasajia Mapu-
Ha IOpbeBHa, — TOJIOBHBIE OO0JIM, HAPYIIEHUS OOyJYeHMUS,
peun, MaMsSITH ¥ BHUMaHUS, PACCTPOICTBO ayTUCTUIECKOTO
CITEKTpa M MHTEJUIEKTyaIbHasI HEAOCTATOYHOCTh — 3TO I10-
CJICACTBYS TOBPEXICHUS LICHTPAJIbHON HEPBHOM CUCTEMBL.
[umepToHMs — camMmoe 9acToe KaparoJIOrMIecKoe pacCTpOii-
ctBo nnpu HD1. Bonee rpo3Hoe, HO pexxe BCTpevaroieecs
OCJIOKHEHME — aHOMAIMK cepaua U cocynos. Huskuii pocr,
Makpouedanus, IMcTpopUUECKrii CKOJINO03, TICEBI0ApTPO3
u JeopMaLysl KOCTeil — IpOosIBJIEHMS IIOBPEXKACHUI KOCTei
CKeJleTa U OTIOPHO-JBUTaTeILHOIO arnapara. A paHHee Win
OTCPOYCHHOE ITOJIOBOE CO3PEBaHME HACTYIIAeT MU3-3a Iopa-
XKEHUS HEUPOSIHIOKPUHHOM CHUCTEMBI.

Kputepuu yctaHoBneHua guarHosa

Heipodubpomatosa 1-ro Tuna

— Kaxk Buaure, — ckasana jekrop, — H®1 — nomm-
CHUCTEMHOE 3a00JIEBAHUE, U OHO IUATHOCTUPYETCS Ha OC-
HOBaHMUM KJIMHUYECKUX ITpu3HaKoB. B 1987 . Ha ocHOBe
KOHCEHCYCa BeyIIMX MUPOBBIX 9KCIIEPTOB ObLIM OTOOpa-
HbI Hanbosee xapakTepHble pru3Haku HP1, 1 ¢ ux yuetom
BbIpaOOTaHbI TIepBble JMATHOCTUYECKIME KPUTEPUU 3a00-
JIEeBaHUS, KOTOPHIE ObIIM yTOUHEHBI B 2021 I

Wrak, y nereit 3m10poBbIX poauTesieit Ajisl AIMarHOCTH-
poBanust H® HeoOXoauMo BBISIBUTH 2 WM Ooee cemy-
IOIIMX CUMIITOMOB:

* 6 1 GoJjiee rMIIEPIIMIMEHTHbIX IIATEH 1LIBeTa «KOde C MO-
JIOKOM» JIMaMEeTPOM CBBIILIE 5 MM y JeTeii B IIperyoep-
TaTHOM IIEPUOJIE U CBBILIE 15 MM — B ITOCTITyOEpPTaTHOM,;

* MHOXXECTBEHHBIC, ITOXOKHE Ha BECHYIIKH, ITUTMEHT-
HBbIE TISITHA B MIOAMBIIIEYHOI 1/MJTN TTaXOBO# 001aCTH;

* 2 u 6osee HelipopmuOpom J11000ro TUIAa MU 1 TIeKCH-
dopMHYyI0 HeltpoprdpoMy;

* TJIMOMY 3pUTEIIPHBIX HEPBOB;

* 2 u 6oisee y3enkoB JIuila Ha pamyXHON 000JOYKE
Iia3a Wi CTOJIbKO e aHOMaJIMi coCcyaucToi 000-
JIOUKHU TJ1a3a (XOpOUIaJIbHBIC FaMapTOMBI);

* KOCTHBIC aHOMAJIMK: OVCIUIA3UHM KIIMHOBMIHON WU
00161110 PLIOBOI KOCTU JTMO0 00pa30BaHUE JTOKHOTO
cycTaBa JIJIMHHOM TpyOuaToii KOCTH;

* TeTepO3UTOTHYIO MyTalLMio B reHe NF1, ooHapyXuBae-
MYIO B TKaHH 0€3 BUIUMBIX KIIMHIUYECKIX ITPU3HAKOB.
s pebeHka, 9pu ponuteu crpamaror HP1, 3a60:1e-

BaHWE AUATHOCTUPYETCS IIPU HAJTWYUM TOJIBKO 1 M3 BBI-
IIETIePEeYNCICHHBIX KPUTEPUEB.
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MoneKynapHo-reHeTMYeCKasA AUArHOCTUKA

Tak kak H®1 — 3aboneBaHue, porpeccupyloiee ¢
BO3pacToM, Y MJIAJIEHLIEB U IeTeil paHHero Bo3pacta de-
HOTUIT HA MOMEHT OCMOTpPAa MOKET eI1Ie He C(hOPMUPOBATh-
cs1. OYeHb YacTo eMMHCTBEHHBIM CUMIITOMOM Yy HUX SIBJISI-
I0OTCS TSITHA IIBeTa «KOoe ¢ MOJIOKOM», K KOTOPBIM
BITOCJIEACTBUU MOTYT 100aBUTHCS MATHA 1O TUIY BECHY-
mrek. Bee ocranbhabie mpu3Haku H® 1 06bI9HO MOSBIISIIOT-
cg mo3gHee. Hampumep, KoxXHbIe HeiipodUOPOMEI 0ObIY-
HO BO3HUKAIOT B ITOJPOCTKOBOM BO3pacTe, a y B3POCIbIX
X YUCJIO U pa3MepPbl MOTYT yBeAMUMBaThcs. HapyieHnust
peYM 1 IBUTATEJIBHOM (DYHKIIMU BBISIBJISIIOT, KaK IIPaBUJIO,
mocjie 2—>5 JIeT, 3aepKKY IT0JI0BOTO CO3PEBaHMS — ITOCTIe
13—15 ner.

— g yrounenuns guarHo3a H®1 y gereit paHHero
Bo3pacta, — nosicimia M. 1O. HopodeeBa, — peKOMeHI10-
BaHa MOJIEKYJISIDHO-T€HETUYECKasl AMarHOCTUKA, HallpaB-
JIeHHas Ha TOMCK MaTOoTeHHOW MyTrauuu B reHe NFI.
Ho mocKoNbKy CIeKTp MaToreHHbIX MyTanuii mpu HO1
MpeACTaBJIE€H HE TOJbKO TOYKOBBIMU MYTAlLUSIMMU,
HO ¥ U3MEHEeHUsIMU KonuitHocTy yyactkoB JIHK, riporo-
KOJI MOJIEKYJISIPHO-TEHETUYECKOM TMarHOCTUKM BKJIIOUa-
€T METO/IbI, TTO3BOJISIOIINE BBISIBUTh MyTallUW Pa3IUYHO-
ro pa3Mmepa. /11 morcka ToYeYHbIX MyTaluii B rene NF1
HCITIOJIb3YIOTCS BBICOKOITPOU3BOAUTEILHOE TTapaslieIbHOE
CEeKBeHUPOBaHUE 1 CeKBeHUpoBaHue o CaHTepy, a IIs
BBISIBJICHUS TPOTSIKEHHBIX IEIELUIA U UHCEPLUUI — MYJIb-
TUIUICKCHAS JINTa303aBUCUMasT aMIUTU(UKAIUS 30HIO0B,
XPOMOCOMHBI MUKPOMATPUYHBIM aHaIU3 WK (iryopec-
LIEHTHasI TMOpUaAU3aLusl in Situ.

NnekcudopmHbie HelipoGnbpombl,

MX 0COOEHHOCTU N OCNOMHEHUSA

— OcTtaHOoBIMIOCH TeTeph OAPOOHEee Ha IIEKCU(POPMHBIX
Heitpopuopomax (ITH), — coobimmia skcnept. — DTH oIry-
XOJIM 000JI0YEK HEPBOB TeprhepUIeCKO HEPBHOI CUCTEMBI
pa3BuBaotcs npumepHo B 30—50 % ciayyaeB H®1. M3Ha-
YaJIbHO OHM BCeraa J0OPOKAYeCTBEHHBIC, HO PUCK O3JI0Ka-
YECTBJIEHMS Y HUX JOCTAaTOYHO BbICOK M gocturaeT 10 %. ITH
MOTYT OBITh BBISIBJICHBI ITpY poxkIeHH. OHM MOTYT XapakK-
TEPM30BaThCS KPYITHLIMU pa3MepaMu, T GY3HBIM POCTOM
C BOBJICYEHMEM HEPBHBIX Y3JIOB, CIUIETCHUIA 1 BETBEU 1 HE-
PEIKO — COABJICHUEM OKPY-KAIOIIMX TKAHEW: KOCTEH CKelle-
Ta, MBIILIL, KO, OJIM3/IeXKAallMX COCYIOB U OpPraHoB. Y nereit
1o 15 et ckopocts pocta ITH moxer nipesbiiars 20 % B rof.
ITH pactyt 1o xony nepudepruaecKux HEPBOB U MOTYT JIO-
KaJIM30BaThC B JIIO00I 00/1aCTH Teja 3a UICKITIOUEHUEM 1IeH-
TPAJIbHOM HEPBHOM CUCTEMBI.

Y 55 % neTeii OImyxoJK BbI3bIBAIOT Pa3IMYHbBIE OCIOX-
HEHMSI, TIOCKOJIBKY MOTYT CIAaBIMBAaTh HEPBHBIC CTBOJIBI
1 OKpYyKaloIle TKaH!, Hapylias ux GyHKIUo. YacTeIMu
ocnoxHeHussmMu TTH saBisttoTcest 001€Boii CUHIPOM, HEBPO-
JIOTUYECKHUEe CHUMITOMBI (OHEMEHHE U/WIM Iapaaiud
MBIIII), IBUTATEIbHBIC PACCTPOMCTBA 1 KOCMETUICCKIE
nedexTel. Hanbonee xe TsoKenble ocnoxHenus [TH Ha-

CTYNaIOT MPU MHTPAKPaHUAIbHOM JTOKAIU3alMH1, a TAaKXKe
MPU CAABJIEHUU OPraHOB I'PYAHOM MU OPIOLIHOM MOJOCTHU.

«30J10TBIM CTaHAAPTOM» AUarHocTUKM ITH cuurtaercsa
MAarHUTHO-Pe30HaHCHAsI TOMOrpadus.

— IIpu HaMMUIMKM KoCcMETUYECKUX TeDeKTOB, 60IEBO-
0 CUMHJIpPOMAa, HEBPOJIOTUYECKON CUMIITOMATUKM, Hapy-
IIeHUH (PYHKIIMY BHYTPEHHUX OPTaHOB U IPYTUX OCIIOXK-
HEHUIi, — YTOYHUJIA JOKJIAAUYUK, — OMYXOJIb MIPU3HAETCS
CUMNTOMATUYECKOM, ¥ MTALIUEHTY MOXET ObITb PEKOMEH -
noBaHo xupyprudeckoe jedyeHue. [lockonbky ITH pactyT
BIIOJIb HEPBHBIX CTBOJIOB U MOTYT PaCHpOCTPaHSThCS Ha
OKpYyXalolle TKaHW ¥ OpraHbl, TOIbITKA MOJTHOTO XUPYp-
ruueckoro ynaneHust I[TH MoxeT nmpuBecTu K moBpexkiae-
HHUIO HEPBOB U COCYJOB, UTO MOXET BbI3BaTb CUJbHOE
KPOBOTEYEHUE UM PA3BUTHUE HOBBIX HEBPOJOTMYECKUX
cumnTomoB. [loaTtomy onepabGesibHBIMU CUMTAIOTCSI HE
6oxee 10—15 % ITH.

BNOKMPOBKA CMrHANIbHOIO NYTU KaK HOBbIN

MeTop Tepanuu nnekcugopmHbix Helpoduépom

B 2020 r. 8 CIIIA 6511 3aperucTpupoBaH TePBbIii TapreT-
HBII Mpenapart, BRI3BIBAIOIINN JINTEILHOS YMEHBIIICHUE
oowema ITH, — cenmymeTnm6. OH ObIT 0H00pEH TS TEparTiu
nereit B Bozpacte ot 2 o 18 ter ¢ HP1 n HeorepabembHBIMI
ITH. B Hos10pe 2021 . cenmymMeTHUO OBLT 3apernCTPUPOBAH
u B Poccum it mpumeHeHus y aereii ot 3 o 18 et ¢ cum-
nToMaTUYecKUMu HeornepabdeabHbiMu [TH.

— CenyMeTHHUO, — MOSICHUJIA TOKJIATINK, — 3TO TIe-
pPOpabHBIN HU3KOMOJIEKYISIPHBII MHIMOUTOp 2 TIpOTe-
nHkruHa3 MEK 1-ro 1 2-1o Tuma, y9acTHMKOB CUTHAJIb-
Horo nytu Ras-Raf~-MEK-ERK. DtoT ryTh 3aneiicTBOBaH
He ToybKO TIpy HP 1, HO ¥ pu psiie IPyruX OIMyXO0JIeBbIX
3aboneBaHuii. [logaBneHue obeux nporeuHknHaz MEK
MMPYBOANT K MHIMOMPOBAHUIO CJICAYIOIIETO 3BeHa, a UMEH-
Ho ERK-dochopunmuposanus. Torga Bech CUTHAIbHBINA
MyTh TiepecTaeT padboTtaTh. biiokupyiorcs nponndepanys
1 BBDKMBAHUE OITYXOJIEBBIX KJIETOK, YTO IIPUBOIUT K YMEHb-
meHuto ooreMa ITH, a Takke K CHUXKeHUIO BRIPAXKEHHOCTU
CHMIITOMOB, BBI3BAHHBIX POCTOM OITyXOJICH.

NpumeHeHune cenymeTUHNGA ANA neyeHus

CMMNTOMAaTUYECKUX HeonepabenbHbIx

nnekcudopmHbix Helpoubpom y perteit

c HeipocmbpomaTo3om 1-ro Tuna

AP dexTMBHOCTH 1 0€30ITACHOCTh CEMTYyMETUHMOA Olie-
HUBAaJIA B OTKPBITOM MHOTOIICHTPOBOM HECPABHUTEIBHOM
kmuHndeckoM uccaenosanuu 11 aser SPRINT ¢ yuactuem
50 mereii B Bo3pacte oT 2 10 18 ner (MeauaHa Bo3pacTa —
10,2 roga) c H®1 u HeomnepabenpHbiMu [TH, mpuBoasim-
MM K 3HaUMMBbIM ocjiokHeHusIM. [TH sokanu3oBaiuch Ha
TYJIOBUILIE, KOHEUHOCTSX, TOJI0OBE U 1liee. Y aeTeil ObLI1o
3apeTMCTPUPOBAHO OT 1 10 5 OCIOXHEHU, aCCOLIMMPO-
BaHHBIX C OITyXOJIbIO: 3HAYMMBbIE KOCMETUICCKHE Te(PEKTHI
(88 % ciy4aeB), nBuratesibHast muchyHKLys (66 %), 60s1eBoi
cuHIpoM (52 %), michyHKIWS IbIXaTeTbHBIX myTeit (32 %),
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JUChYHKIIMS MOYEBOTO ITy3bIpst/KuinedHuka (20 %), Hapy-
menus 3perust (20 %).

[NaiyeHThl NPUHUMAIM CEIYMETUHUO HEMPEPhIBHO
28-IHEBHBIMU KypcaMu B 1103e 25 Mr/M2 1o 2 pasa B CYTKU.
INepBuuHOIT KOHEYHOI TOYKOM 3(D(MEKTUBHOCTH OblIa BBI-
OpaHa YacToTa OObeKTHBHOIO OTBETA, 1101 KOTOPOIi Ioapasy-
MEBaIOCh YMCJIO MALIMEHTOB C ITOJIHBIM OTBETOM (MCYE3HOBE-
HueM HeneBbix [TH) win ¢ moarBep:KaeHHbIM YaCTUUHBIM
otBeToM (yMeHbleHreM obbeMa ITH Ha 20 % u Gonee
10 CPAaBHEHUIO C UCXOAHBIM YPOBHEM, COXPAHSIOLLIEMCSI
IIpY [IOBTOPHOM 00CJIeIOBAHIM, IIPOBEIECHHOM He paHee YeM
Yyepes3 3 Mec ¢ MOMEHTA PEerHCTpallii YaCTHYHOTO OTBETA).

K Tapreraeim (ueneBeiM) ITH, cormacHo kputepusiM
REINS, otHOCMIM HanboJee KIIMHUYECKN 3HAUNMBIE OITy-
XOJIM, OTOOpaHHbIC [IJI1 OLIEHKU JeHCTBUSI CeTyMeTUHMOA.
Mx o6beM orpenessiics ¢ IIOMOIIbI0O MATHUTHO-PE30HAHC-
HO#1 TOMOTpadyul 1 JOIKEH OBUT COCTABIISITh HEe MeHee 3 cM3
Wir 3 CM B OIHOM IIOCKOCTH. MenmaHa oobeMa LieeBOi
ITH Ha ucxogHowM starne cocrasunia 487 (5—3820) mo.

— YMeHblIeHEe 00beMa TapreTHeIX oyaros Ha 20 %
1 6oJiee, coxpaHsioleecs donee 3 Mec, — pacckasaia JIeK-
TOp, — ObLIO JOCTUTHYTO y 68 % neteii. BorkuBaeMocTh 6e3
IPOrpeccUpoBaHusI Yepe3 3 roma OT Havasia JJe4eHMsl COCTa-
Bua 84 % u 68 % — nociie 5 et Tepanuu. Cpeay HalyueHTOB
C TIOATBEPKIACHHBIM YaCTUYHBIM OTBETOM y 56 % mIuTeb-
HOCTh OTBeTa mpeBbicuia 12 mMec. MeamnaHa BpeMeHM
JI0 TIEPBOTO OTBETA Ha TEPAIIMIO COCTABMIIA 8 MEC, a 10 Hau-
JIyd1iero orsera — 16 Mec. Takke y 68 % GOJIBHBIX ITOyYEHO
yJIy4llleHre B OTHOLLIEHUMU I10 KpaitHeii mepe 1 ITH-accoLmm-
poBaHHOro ocinoxHeHus. Yepes 12 mec sreuenns 48 % nereit
u 58 % ponuresieil OTMETIIM KJIMHUYECKH 3HAYUMOE YJTyd-
LIEHUE KAuyecTBa XMU3HU. MeauaHa JJIUTeIbHOCTH OTBETa
M MeJuaHa BbDKMBAEMOCTH 0€3 IpPOrpecCUpOBaHMS €llie
He JOCTUTHYTHI, UCCIIEIOBAHUE ITPOIOJIKACTCS.

HauGonee yacThIMU HeXeJaTeIbHBIMU SIBJICHUSIMU
JII000M cTeneHu TskecT 0butn pBoTa (80 %), MOBBILLICHUE
aKTUBHOCTH KpeaTuHdochokmnHasbl kposu (76 %), cy-
X0CTh KoxXu (68 %), muapest (66 %), Tournora (60 %), ak-
HedopMHbLii gepmatut (60 %), 601b B XuBoTe (56 %),
yToMmisieMocTh (46 %), MaKyjaomamyiae3Hblid 1epMaTUT
(34 %). BoabLIMHCTBO HeXeJlaTeJIbHbBIX SIBJIEHUI ceTyMe-
TUHMOa oTHOCcWIuUCh K [—II cTenenu TsxkecTu.

OnbiT HayyHo-UCCNea0BaTENLCKOrO

KNUHUYECKOTO MHCTUTYTA NeANATPUU U [ETCKON

Xupyprum um. akag. l0.E. Benbtuigesa

— B HayyHo-uccnenoBaTeIbcKoM KJIMHUYECKOM MHCTU-
TyTe TIeANATPUM U JeTcKoi xupyprun uM. akan. FO.E. Benb-
THUILEBA B TEUEHUE MHOTMX JIeT Habmomaoresa netu ¢ HD
U ApyruMu pakomaToszamu, — coodmmiaa M.1O. Topode-
eBa. — B mporpamMmMe paHHero 0CTyIa 0 PervCTPaLN CeITy-
MetuHKnOa B PO Mmb1 Habmonami 30 neteii c HD1 1 Heonepa-
oenpHBbIMU cuMITTOMaTndeckumu [1H. Ha cerogusaimamii
JIeHb IIpOoaHAIN3MPOBaHbI JaHHBIE 20 AIlMEeHTOB, KOTOPHIE
MpUHUMaIN rpenapar ¢ pespains 2021 .

MenmuaHa Bo3pacTa JIeTei cocTaBiia 9 JieT, MeIaHa T -
TenbHOCTH aHaMmHe3a HMD1 no Havana teparmin — 4,5 rona.
VY 6 neteit B aHaMHe3e yKe ObUIH OIlepaTBHbIE BMELIATEb-
CTBa, cBsg3aHHbBIe ¢ ocyioxkHeHussMu [TH. Mennana oonema
ITH no Hayana Tepanuu cocraria 6 mit. [TH-accoummpoBaH-
HBIE OCJIOXKHEHMSI CO CTOPOHBI OPOMTHI X OPTaHOB 3PEHMS
OBUTH CaMBIMU YaCTHIMU 1 HAOIOmaiCh y 13 nereit, 0oseBoit
cuHIpoM — Yy 7 neteit. Takke NpUUMHOM Ha3HAUYEHMSI CeTyMe-
TMHMOa ObUIM ociioxkHeHus [TH B Bue kocMeTnyeckux nie-
¢exToB, 00JIeBOro CMHApPOMA, nucdaruy, CHIDKEHHS cTyXa
U JBIXaTeTbHOM TUCHYHKIUN.

MeavaHa MJIMTEJbHOCTUA TEPANUU CEIYMETUHUOOM
y neteil coctaBuia 13 mec. Ctabuian3auust COCTOSSHUS
Habmonanachk y 16 (80 %) nereii, a YaCTUYHbBIM OTBET Ha
tepanuio —y 2 (10 %). Ha ¢oHe Tepanuu BbIpaxkKeHHOCTh
CUMITOMOB, accouuupoBaHHbIX ¢ ITH, ymeHblImMIaco
y 7 (35 %) nauuenTos. Tak, HanpuMep, 60JIeBOI CUHAPOM
cTajJl MeHee BhIPaXKEeHHBIM WJIN KyITHPOBAJICS TTOJHOCTBIO
y 25 % nauuenToB. OO0LIee YMCIO HeXeIaTeIbHBIX SIBJIe-
HUI Ha (POHE TEPANUU CETYMETHHNOOM COCTaBUIIO 65, BCe
OHU ObUIM oTHeceHbI K [—I1 creneHu TsoxecTu.

— MpuI ¢ kouteramu, — rogdepkHyna Mapuna FOpb-
€BHa, — oLIeHWI 3 PEKTUBHOCTD CEIYMETUHNOA KaK Ipo-
THBOOITYXOJIEBOIO IIperapara 1 ero IpreMIeMbIi TPodIIb
6e3omacHoCTU. Mbl YOEXKI€HbI, UTO TOSIBJIEHUE TapTreTHOM
TepaIy 00eCIICUYNT CMEHY TTapaIIMbl OKA3aHMSI MEIUITH-
CKOI TIOMOIIU IETSIM C 3TUM TSDKEJIbIM 3a00JIeBaHHEM.
B mapre 2021 . mon mpeacenarenbcTBoM akameMrnka PAH
C.N. Kyuesa u wieHa-KoppecnonnaeHta PAH A.A. Macuyana
COCTOSUICS 9KCIIEPTHBIN COBET I10 ITpo0IeMaM IMAarHOCTUKI
u iedyeHus naueHToB ¢ [TH. MHe Obl 04eHb XOTeJ10Ch, YTO-
OBI MMPUHSTYIO HAMU TIOCJIC TUCKYCCHUU Ha 3TOM COBETE pe-
30JTIOIIMIO YIAIOCH KaK MOKHO CKOPEe BOTUIOTUTD B XK3Hb.
B pe3omonu npencTaBieHO Hallle BUAECHIE ONITUMAJIbHOMN
«IOPOKHOM KapThl» atreHTa ¢ HD1, BHenpeHne KoTopoii
B IPAKTUKy IIOMOXET BpadaM, JCTSIM M UX POTUTEIISIM 00-
POTBCS C STUM TSDKEJIBIM 3a00JIeBaHUEM.

3KCcnepTHbIN COBET N0 BEJEHUIO NALUEHTOB

c HeipotmbpomaTosom 1-ro Tuna

1 ero pe3synbTarbl

Ha sxcnepTHOM coBeTe no BeaeHuto mauueHTon ¢ [TH
o0cyxnanuch HanuboJjiee akTyajlbHbIe MPOOIEeMbl OOPHOBI
¢ HO®1 B Poccym. Io kaxmoit n3 HuX ObUTH c(DOPMYTPOBAHbI
BBIHOCHMEIC Ha YTBep:KIeHUE IpetoxkeHust. ITocre Kose-
TMaJIbHOTO O0CYKIEHNSI TAKUX MPeIoXKeHUI ObLIa IIpUHSITA
pe3omronyst coBeTa. BoT ee 0CHOBHBIE OIOXKESHMS:

CeayMeTMHUO JOKEH OBITh pACCMOTPEH JIJISI BKITIO-
YeHMS B JIbIOTHBIE cricKu Mun3npaba Poccun (B I1epe-
YeHb KU3HEHHO HEOOXOAMMbBIX M BaXKHEHWILIMX JEKAPCT-
BEHHBIX IIPEIapaToB IJISI MEAUIIMHCKOTO IIPUMEHEHUS)
U B CITMCOK Op(PaHHBIX MpernapaToB, 3aKynaecMbIX (DOHIOM
«Kpyr nobpa».

Heob6xonuMo pa3paboTaTh KIMHUYECKHE PpEeKOMEH 1A~
IIMM II0 JUATHOCTHUKE M JeUeHUIo maumeHToB ¢ HP1.
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JIOKyMEHT JOJKEH YYUTHIBATh HEOOXOAUMOCTh T depeH-
LIMpoBaHHOTrO Moaxoaa K tepanuu HP1 u comepkath yet-
K1e KpUTEPUU BHIOOpPA METOMOB JICUCHUS 1 CPEAN HUX —
Ha3zHauyeHMs ceTyMeTuHMOa. PekoMeHmaiu rpeajiaraeTcst
copMrpPOBaTh BO B3aMMOICUCTBUH C MYIBTAINCIIUTLIN-
HapHOI KOMaHIOM CHeLUaIucToOB ¢ npuBiaeyeHueM Poc-
CHIICKOTO OOIIECTBA METCKUX OHKOJIOTOB U I'eéMaTOJIOTOB
(POIOI) B KauecTBe OpraHM3alMK, BHITOJHSIOMICH WMH-
TErpUPYIOLIYIO (PYHKIIUIO.

B HacTos11ee BpeMst OTCYTCTBYIOT (hefepallbHBIN pe-
ructp nanreHToB ¢ HP1 n camo moHsITHe MapIIpyTA3auu
TaKMX OOJIBHBIX. DTO MPETISITCTBYET MOJIYICHHUIO ITallieH-
TaMM ITOJTHOTO CITEKTpa pEKOMEHIOBAHHBIX MEIUIIMHCKIIX
yeayr. KpuTuaHoii mpeacTapisieTcss CUTyalls B peTHOHaX,
Ie y DAaUUEHTOB OTCYTCTBYET AOCTYI K CHELUATUCTaM
Heobxonumoro rmpodwis. [ToaTtoMy HE0OX0AUMO cO31aTh
IMOJTHOIECHHBI MEIUIIMHCKUN pPErucTp ITallUeHTOB
1 B perioHax cpopMUpoBaTh MYJBTUIUCHUIUIMHAPHBIE

KOMAaH/IbI CIIEIIMAJIMCTOB 110 BeAeHMIO nmaieHToB ¢ HD1.
CocTaB TaHHBIX KOMaH]I TOJDKEH BKITIOYATh Bpaueit, obec-
MEYNBAIOIINX CBOEBPEMECHHYIO TUAarHOCTUKY, HAOOICHEC
OOJBHBIX, KYpallliO OCJIOXHEHUN, IMCUXOJOTUIECKYIO
MMOIIEPKKY (HEBPOJIOT, OHKOJIOT, TeHETUK, 0(DTaTbMOJIOT,
JIEPMAaTOJIOT, 9HIOKPUHOJIOT, OPTOIIe, KAPAHOJIOT, CTOMa-
TOJIOT, HEPOXUPYPT, OOLLUIA XUPYPT, IUIACTUYECKUIN XUPYPT
U TICUXOTEPAIEeBT).

DKCIIepTHBIN coBeT poHna «Kpyr 1o6pa» B Hosiope 2021 &
BIIEpBbIE OJOO0PUII BblAEIEHUE CPEACTB JJIs1 00eceueHuUs
ceayMeTHnOoM aeteii ¢ HD1 u cumnTomaTnyecKUMHU He-
omnepadenpHbiMu [TH. Hamm nepBoie manmenTsr ¢ HO1
B ssHBape 2022 T. MOJIy4MJIM BO3MOXHOCTD JICUUTHCS CEITy-
metuHuo0oM. Ha xonernr anpens 2023 . ¢poHa odecrieum
cemymeTHIOOM yxXe 278 neteit ¢ HP1. Pa3zpaboTka mepBhIx
OTE€YECTBEHHBIX KIIMHNYECKNX PEKOMEHIALIMIA IT0 JUarHO-
ctuke u nedyeHnto HP1 yxe maeT mosHBIM X0A0M, 3aBep-
LIUTH 3Ty paboTy IaHupyercs 10 KoHua 2023 r.

Mamepuan nodeomogua k.m.1. Arexcandp Poraos.
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