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TE3UChI LOKITALOB IV BCEPOCCUWCKOWN HAYYHO-MPAKTUYECKOW KOH®EPEHLIMN

KNMMHWYECKUE N TEHETUYECKUE
OCOBEHHOCTHM AETEXW C CUHOPOMOM HYHAH,
OBYCNOBNEHHOM MYTALUUAMU rEHA RIT1

KaBepuHa B.I,, NanpaeBa J1.A., BacapruHa E.H.,
CaBocTbsiHOB K.B.

HaunoHanbHbIN MeAULIMHCKUIA UCCReqoBaTENbCKUN LEHTP
300poBbs getert Munsgpasa Poccun, Mocksa, Poccusi

Kntouesbie crioga: demu; cuHOpom HyHaH, thbeHomunuveckue
ocobeHHoCcmMu

Axmyanvonocms. CunipoM HynaH — 3To KIMHHYECKH U TeHe-
THUYECKH TeTepPOreHHOe 3a00JIeBaHNe, CBSI3aHHOE C MyTALMIMHU B Te-
Hax mytd RAS/MAPK. Xapakrepusyercsi TUIEBBIMH TH3MOPdHsi-
MH, HU3KUM POCTOM, 33/1€P’KKOI KOTHUTUBHOTO PAa3BUTHUS, BPOXKIEH-
HBIMH TTOPOKaMH CepIa ¥ KapIHOMUOIATHAMH. 32 TIOCICIHUE TOMIBI
3HAHUS O TEHETHUYECKUX NMpUYMHaX cuHApoma HyHaH cymecTBeHHO
pacmmpmiicsk. B 2013 1. Aoki 1 coaBT. BliepBbIe YCTAaHOBHIIH CBSI3b
myTanuii rena RIT1 ¢ cuaapomom Hynan. M3BectHbl okono 14 myTta-
LM, OZTHAKO YHCIIO OITyONMKOBAaHHBIX CIIyYaeB BCE €IIE OrpaHUUIeHO.

L]env pabompi: yCTaHOBUTH KIMHNYECKHE H TEHETHIECKUE 0CO-
OeHHOCTH AeTei ¢ cunapomoM HyHaH, 00yClIOBICHHOM MyTalus-
mu B rene RIT1.

Mamepuanvt u memoosi. B paboTy BKIIIOUEHB! 79 MalueHTOB
C KIIMHUYECKH ¥ TeHETHYECKU MOATBEPKAEHHBIMH CHHAPOMAMH M3
rpynmnsl RAS-matuii. [IpoBenéH ananm3 TaHHBIX aHAMHE3a, Pe3yib-
TaTOB KIIMHUYECKNX, JJaOOPATOPHBIX U HHCTPYMEHTAIBHBIX UCCIIEI0-
BaHUH, MOJIEKYIISIPHO-TEHETHIECKOE UCCIICIOBAHUE C HCIOJIb30BAHN-
€M TEXHOJIOTHHU BBICOKOTIPOM3BOAUTENBHOTO CEKBEHUPOBAHUS U TIPsI-
MOT0 CeKBeHHpoBaHUs 110 CrHTEpY.

Pesyromamut. 3 55 00cnenoBaHHBIX NAMEHTOB ¢ CHHIPOMOM
Hynan y 10 (5,5%) nneHTH(UIMPOBaHBI MUCCEHC-MYTAallUH B T'€HE
RIT1,y 3 w3 HUX — Bapuanrt ¢.284G > C, p.G95A4. Knuandecku ot-
MEUEHBI XapaKTepHble (PEHOTUITNYECKUE OCOOCHHOCTH: KOPOTKasl LIest
(n = 6) c KPEUTOBUIHBIMU cKIankamHu (n = 1), nepopmanus rpygHOM
KIeTKH (n = 4), upoKoe nepeHocse (7 = 5), aHTUMOHTOJION THBIH
(n=4) pazpe3 wm runepTenopusM mas (n = 3), SuukanT (n = 2), quc-
IUIACTHYHBIE (71 = 6), HU3KOPACTIOJIOKEHHBIE (11 = 4) YIIHbIE PAaKOBUHEL.
Cpennee 3nauenue SDS pocra 0,2, numb y 1 nanueHTa q1uarHocTy-
poBaH Hu3kuii poct (SDS —2,2). Mennana Bo3pacta Ha MOMEHT BbI-
SIBJICHUS KapJMOBACKYJIAPHBIX MPosBIeHui cocTasmia 0,55 mec. Bee
MaIHeHTH! C(HOPMUPOBAIIH THIIEPTPO(GUIECKU (PEHOTHIT KapAHOMHO-
naruu. [Ipu o6cTpykTrBHON hopme runepTpoduu MuOKapaa BCTpe-
YaJMCh Pa3INYHbIe BPOXKIEHHBIE IIOPOKH cepa: Ae(eKT MeKIpe-
cepaHoit (n = 1) 1 MEXIKETYI0YKOBOH meperopoaku (n = 1), cTeHo3
(n=2) u nuernasus (n = 1) k1anaHa JEro4HON apTepUH, CTEHO3 U AUC-

IU1a34s1 MUTPAJIBHOTO KianaHa (n = 1), eIMHCTBEHHAs KOpOHApHas ap-
tepus (n = 1). IIpu HeoOCTpyKTUBHON popMe — KIIAITaHHBIH CTEHO3
nérouHolt aprepuu (n = 1) 1 1eQeKT MEeAOKETyI0YKOBOI eperopoa-
ku (n = 1). /IByM namyieHTaM noTpeboBasoch XUPypruuecKkoe jgede-
HUE: Ipu BapuanTte ¢.2461>A, p.PS2L meTonoM OanIoOHHOH BalbBy-
JIOTJIACTHKY KJIAAHHOTO CTEHO3a JIETOYHOM apTepyH, a IPU BapHaH-
te ¢.321G>4, p.M107] — B 00bEMe pe3eKInn HHPYHANOYIUIIPHOTO
CTEHO3a KJIalnaHa M IUIACTUKM CTBOJIA JIETOUHOM apTepHH, MIacTUKN
BBIBOJIHOTO OTZEJNA IIPaBOTo JKelyaouka. B Tedenne cpexnero mnepu-
ona HaOmoaeHus 4,5 roj1a He OTMEUYEHO OHKOJOTHYSCKHUX 3a00eBa-
HHH, 331ePKKH (PU3NUECKOTO U MICUXUIECKOTO Pa3BUTHSI.

3axnrouenue. AcconnupoBanHblid ¢ RITI ¢peHOTHI CHHApPOMA
Hynan B Hameit koropre nanuenTos xapakrepusyercs 100% vacro-
TOI runepTpohUIecKoil KapIMOMUOIIATHH, HE3HAYNTEIILHBIMH JIUIIE-
BBIMH AM3MOPGHUAMH ¢ HOPMAIbHBIM YPOBHEM WHTEIUIEKTA U OTCYT-
CTBHEM 3aJICP>KKH POCTA.



