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N30JIUPOBAHBIU TNIIOT'OHAJOTPOIIHBIN ' UTTIOT'OHA/IN3M, OBYCJIOBJIEHHBIU JTE®EKTAMMU FGFR1 U CHD7, BBISIBJEHHBIN Y MAJIBUNKOB
PAHHEI'O BO3PACTA: OIIBIT JTUATHOCTUKU U BEJIEHUA

BBEJAEHMUE. [ unmoroHagoTpONHBINM THIIOTOHAAW3M I'€HETHYECKHA IeTEPOreHeH, AePeKThI psja reHoB, OTBETCTBEHHBIX 33 MATEPHAJIBI MW METO/bI. MoJjieKyJsIpHO-TeHETHUYECKHIT AaHaJW3 TNPOBOAMJICI METOAOM TapreTHOro
ero pa3BHUTHE, UMEIOT HEPEIPOAYKTUBHBIC MposBiIcHU. Tak s myranumii B reHe FGFR1 xapakTtepHo ¢opMupoBanne CE€KBEHHPOBaHHUsA cieayromero noxouenus (NGS)

nopokoB 1o cpeanerd nuHuu, a aaa gedpekroB CHD/7 — or CHARGE-accoumanuu g0 HM30IHMPOBAHHOM CMEIIAHHOM

TYTOYXOCTH

PE3YJIBTATBDI. O0cienoBanbl 2 Maab4dKa paHHETO BO3pacTa C kajJo0aMH Ha ABYCTOPOHHUM KpHUIITOpXH3M, MUKpoIrieHUC. IlamueHT 1: 1 rog 2 mec. B (peHOTHIIE MOPOK pa3BUTHS TBEPAOTO HEOA U BEPXHEU I'yObl. YKa3aHWM HA THIIONMUTYUTAPU3M HET

(SDS pocra -0,7, SDS UMT +0,7, runornukemusi He (PUKCHUpPOBAIACh, IICUXO-MOTOPHO Pa3BUT II0 Bo3pacTy). HapykHpIe reHHTalINU. THIIOILIA3UPOBAHHAS MOIIOHKA, MUKPOINCHHUC (JJMHA KaBEPHO3HBIX TEI 2,5 CM), ABYCTOPOHHUM KPHUIITOPXU3M, IO
nanHbiM Y 3U: npaBeiii Tectukyna 0.06 Mn B HMJKHEM TpEeTH MaxoBOro KaHazia, JieBbid - 0.05 mi, y BHYTpPEHHEro IIaXOBOI'0 KOJbIAa, OIPH MCCICIOBAHMH MUTPHUPYET B OPIOIIHYIO MOJOCTh. 3aloA03peH AuarHo3 M30aMpoBaHHBIM T'MOOTOHAIOTPOITHBIM
rurioroHaau3M (ul'T), 9TO B coUueTaHUM C ITOPOKOM IO CpeAHEH JIMHHU MOXKET yKa3piBaTh Ha Jedekt reHa FGFR1. Ilo pesyasraTam MoJeKyIsspHO-reHeTHdeckoro ucciaemoBanus B reie FGFR1 BrisBiaen marorenusii BapuanT C.G2059A:p.G687R B
r€TEPO3UTOTHOM COCTOSHHUH

[Tanment 2: 2 roga 8 mec. Ilo manabiMm MPT BBISIBICH MOPOK Pa3BUTHS IIPAaBOM BUCOYHOM KOCTH. PEOEHOK HAOIIOMAETCS C MPAaBOCTOPOHHEW CMEIIAHHOW TYTOyXOCTBIO 3 CT, mape3oM JmieBoro Hepsa crpasa. B 6 mec: JII' 0,1 Ex/n, ®CI" 0,1 En/n,
TectocTepoH MeHee 0,2 aMmonk/n. B Bo3pacte 11 u 14 Mec nmoBeaeHa OpxXUAOIEKCHsI, OTMEUYEH peUuanB B Bo3pacte 18 mec. HapykHble reHUTalIMW, TUIOIUIAa3KUsl MOLIOHKH, MUKPONICHUC (IJIHMHA KaBEpPHO3HBIX Ted 2,5 ¢cM), JIByCTOPOHHUM KPUITOPXHU3M.
Y3 00a TeCcTHKyJIa Ha YPOBHE HAPY>KHOI0 MaxoBOro KoJjblia npaBbiid 0.00 mit, neBbiit - 0.05 mi. [lomydyeHHbIE faHHBIE YKa3bIBalOT HA Hannuue ul 1. deHoTHuIMYecKasi KapTHHA ITO3BOJIMIA TPEANON0XUTh Hanmnune aedekra B reHax CHD/7 nion SOX10. B
XO0JI€ UCCIICIOBAHMS BBISIBIICH PaHEE HE ONMCAaHHBINA, BEPOSITHO NAaTOreHHbIM BapuaHT C.6365T>C:p.L2122S B rene CHD/ B reTrepo3uroTHOM COCTOSIHHM.

ITAIIMEHT 1 IHAIIUMEHT 2
[TanmeHThl MNOJNYyYWIIM KYypC XOPHOHMYECKOrO TOHAJAOTPOIIMHA M

doimuTponuHa anbda. Ilocte 3 Mec Tepanmuud OTMEYACTCS
HapacTaHue oobema TecTukya 10 Hopmkl (V 6onee 0,35 mi mo Y3N),
CIIOHTAHHOE€ HX HHU3BEACHHE B MOIIOHKY, YIOBJICTBOPUTCIIbHAS
anaporenuzanusa HIIO (mnmmHa kaBepHO3HBIX T€I 4 ¢cM U 6,5 CcM
COOTBETCTBEHHO). Yepe3d 2 roja mocie 3aBEPUICHUSA TEPANAM Y

nanueHTa 1 TECTUKYJIBI AJIbIIATOPHO B MOIIIOHKE.

/1o Tepanuu 3 Mec Tepanuu Jlo Tepanuu 3 Mec Tepanuu

SJAK/IIOYEHHUE.

Y Majap4MKOB PaHHEr0 BO3pacTa MOKHO BBISIBUTh KIMHHUYECKHUE CHUMIITOMBI, C BBICOKOM BEPOSTHOCTBIO yKa3zbiBaromue Ha ul'T. Ilo HepenpOAyKTHBHBIM IIPOSBICHUSIM MOXKHO 3alO0J03PHUTh MOJICKYISIPHO-TCHETUYCCKUM BapHaHT,
OJHAKO TOJBKO uccieaoBanue MmetogoM NGS mo3BossieT ObICTpo moaTBepAuTh guarHo3. Ilpu ul'T y manpuukoB tepanus XIH/p@CI" MOKET MO3BOINUTh M30€KaTh ONEPATUBHON OPXHUIOIICKCUH HAa)K€ MPH BHICOKOM MaxXOBOH (hopMe
KpUIITOPXM3Ma U MO3JIHEM Hadajie Tepanud. KpoMe Toro, JanHas Tepanus IM033BOJISIET IIOJYYUTh YA0BICTBOPUTEIBHYIO aHAPOIrCHU3ALMIO HAPY>KHBIX II0JIOBBIX OPraHOB, 3HAUMMO YyJy4Illas COLAAIN3alMI0 MAlUEeHTOB

KOHTAKTDI.
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