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AxktyanbHocTh. Cunapom Ildaiibdepa— d3T0 peaxoe HACHEACTBEHHOE
3a0oneBaHue, KOTOPOE€ OTHOCUTCA K Tpymmne KpPaHUOCHHOCTO30B, KOTOpPOE
XapaKTepU3yeTcsl MPEKIECBPEMEHHBIM CpallleHUEM KOCTEW uepena, MNpUBOMASIICE K
aHoManusM (GOPMBI TOJIOBBI, PA3JIUYHBIMU TOPOKAMU PAa3BUTHUS. JPYTUX OPraHOB.
B nennom 510 3a00s€eBaHHME BCTpeUaeTcs ¢ 4acToToM .Okosio 1 chaydas wa 100 000
HoBOpOXAeHHBIX. CuHapoMm [ldaiipdepa Be3Ban myranusamu B reHax FGFR1 u FGFR2
(peuentopsl pakTopoB pocTta HruOpoOIACTOB), KOTOPHIE OTBEHAIOT 3a PA3BUTHUE U POCT
KocTeld W TkaHed B opranusme. Mytaruun FGFRI #ame npuBomar k 6ojee JErKuM
dbopmam 3aboneBanus, Toraa kak myraiuu B reie FGFR2 MoryT ObITh CBsA3aHbBI ¢ Oomee
TSHKETBIME (POPMaAMHU.

Heasn. [IpoBectu ananmu3z u pazodop. cuHapoma Ildaiidbdepa u ero merombr
JUArHOCTUKH Ha HEOHATaJIbHOM HTame: PaccMOTpeTh M COMOCTaBUTH KIMHUYECKUUN
ciy4yaid 8 MECSIMHOTO MallMEeHTa U €roMOJIICKYJISIPHO-TEHETHUYECKOTO aHAJIN3a.

Metoabl ucciaenoBanusi. HeoHaTanbHBI CKPUHUHT TIPEACTABISAET COOOUM Psif
JTUATHOCTUYECKUX TECTOB, MPOBOAMMBIX HAa HOBOPOXKICHHBIX JJISl BBISBICHUS PEAKUX
HACJICJICTBEHHBIX 3a0oyieBaHUM. J[MarHoCTHKa, MPOBOAMMAs MPU HAIHYUAU PA3TUYHBIX
BApUAHTOB MO ToA03peHue Ha cunapoM lldaiiddepa: OusnkanpHoe 00CIEIOBaHUE:
BBISIBJICHUE XapaKTEPHBIX MPU3HAKOB 3a00JeBaHUs, TaKUX Kak jaedopmaldy depena u
nuua, aHoMmannu koHeuHocTel. KT u MPT: mo3BossitoT 1eTaabHO U3YYUTh OCOOEHHOCTH
CpalieHusi 4epemnHbIX IIBOB M BO3MOXKHBIC TOPOKH pa3BUTHS Mo3ra.PeHtreHorpadus
KOHEUYHOCTEW/BBISIBAIIET aHOMalIuU (DOpMBI MaiblieB U Apyrux kocteit.JlabopaTtopHbie
HCCIICIOBAHU S, YaCTO U3MEPSIOT YPOBEHb IIETOYHOM (ocdarasbl, KOTOPHIM MOBBIIICH
Mpy  aKTUBHOCTH  OCTeoOnacToB  (KJIETOK, oOpa3yrommx KocTu).l'eHeTnyeckoe
TECTUPOBAHUE: C TIOMOIIBIO MOJIEKYJISIPHO-TEHETHUECKUX HCCIIECIOBAaHUM, TaKUX Kak
IPSIMOE CEKBEHUPOBAHHUE PK30Ma, MOXKHO BISIBUTH MyTanuu B reHax FGFR1 u FGFR2.
[TammuenT 06-2024r poxaeHus OBLI  OTHPABICH ITOA  IOJO3PEHUEM  3aJICPIKKH
HEBPOMOTOPHOTO Pa3BUTHSI HAa OCHOBE T'eHETHUecKoro 3aboneBanus. Ha3Banue Tecrta:
nmoyiHoe 9k30MHOe cekBeHupoBanue. JIHK, momyuennas w3 oOpasia mamnueHTta, Oblia
dbepMeHTaTUBHO  (parMEHTUpPOBAHA, M  IEJIEBbIe 00JacTH, COOTBETCTBYIOIIHE
KOAUpYIOIIUM peruoHam npumepHo 22 000 reHoB, Obuld oOOramieHsl ¢
HCIIOJIb30BaHUEM 3aXBaTHBIX TPOO.
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PesyabTarbl M ux o0cy:xkaeHue. I[IpoBeneHHbII aHaNW3 BBIBWI BapUaHT
c.386A>C (p.Aspl29Ala) B reme FGFR1 (NM 023110.3) u Bapumantr C.1324G>A
(p.Vald42Met) B rere LMNA (NM 170707.4) B rerepo3urotaoM coctosiauu. FGFR1
IeH KOJIupyeT OeJIoK, Ha3bIBaeMblii perentopoM (akropa pocra (pudpodiaacToB 1.
OTOT O€NIOK SABJISETCS OJHUM M3 YEThIpEX peuentopoB ¢akTopa pocTta pudpobdiIacTos,
yYaCTBYIOIIUX B TMpoIleccax, TaKUX KakK [eJIeHUEe KIETOK, PEerylsilus pocTta u
CO3pEeBaHUsl KIJIETOK, OO0pa3oBaHME KpPOBEHOCHBIX COCY/OB, 3aXUBJICHUE pPaH W
sMOpuoHanbHOE pa3BuTHE. benok pacmonaraercs Ha KJIETOYHOW MeEMOpAaHE;wTakuM
00pa3oM, OJIMH €r0 KOHEIl HaXOUTCSI BHYTPH KJIETKH, a IPYTOoi BHIXOIUT HA HAPYKHYIO
MOBEPXHOCTh KJIETKU. DTO pacmnoioxeHue nospoisier FGFR1 B3aumenmelicTBOBaThH C
ApyruMu OelKamu, W3BECTHBIMU KakK (akTopbl pocta (HuOpo6IacTOB, HAXOMAIIIMUCS
BHE KJIETKH, ¥ TIOJy4aTh CUTHAJBI, TOMOTAIOIIUE KIETKE pearupoBaTh Ha e OKpYyKEHHE.
Korna ¢akrop pocta cBs3bpIBaeTcs ¢ OEITKOM Ha MOBEPXHOCTH KJICTKH, OH 3aIlyCKaeT
CEpUI0 XUMUYECKHUX PEAKIUil BHYTPH KJIETKH, KOTOPBIE COOOIIAIOT €l 0 HEOOXOIMMOCTH
IPOUTH OIpE/IEICHHbIE U3MEHEHHSI UM OCBOUTH HOBbIE (DyHKUMU..CunTaercs, 4To 3TO
CUTHAJIbHOE B3aUMOJICHICTBUE UIPACT BAXKHYIO POJIb B PA3BUTHU W POCTE Pa3IUYHBIX
yacTel Tena, BKIIoYask MO3T, KOCTH JIMIIa U Yepena,’a TakKe JIMHHBIE KOCTH PYK U HOT.

BeiBoabl. B nelicTBuTenbHOCTH, pa3paboTKa CHELMATU3UPOBAHHOIO IUIaHA IS
BBISIBJICHUSI JIETE€H C KPAaHMOCHHOCTO3aMHU Ha HTalle HEOHATAJIbHOTO Pa3BUTHSL SIBISETCS
KpailHE  BaXXHOW. DTO MO3BOJIUT MOALOTOBUTH CEMbIO M  c(HOPMHUPOBATH
WHAVBUAYAIbHBIN TJIaH JICYCHUS U peaOMINTaIlil, HAPABJICHHBIN HA MIPEIOTBPAIICHHIE

paHHEN JETCKOM CMEPTHOCTH.
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AKTyaJbHOCTh.  [lapaToH3suuIsIpHBIA ~ abClecc  OTHOCHUTCST K = 4acThIM
3a0oJieBaHUsIeM B MOJOJAOM U 3pesoM Bo3pacte (ot 15 mo 30 ner). Yactora
BcTpeuaemocTH B Pecniyonku benapych coctasiser 30 ciydaeB Ha 100 000 HaceneHus
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